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Po3mia 1
NPEIMET I 3AB/IAHHA
MEJAYHOI TEHETHUKMN.
POJIb CITAJIKOBOCTI B TATOJIOI'Ti JIFOAWUHMU.
BAJIK PO3BUTKY.
CEMIOTHUKA CITAIKOBHUX 3AXBOPIOBAHb

Meouuna zememuka € PO3JiIJIOM TCHETHKHU JIIOJIUHU,
sIKa, y CBOIO Yepry, BXOJUTh CKIIAJOBOIO YaCTUHOO JIO0 3aralib-
HOT T€HETUKH — OJHI€T 3 PyHIaMEHTaIbHUX O10J0TTYHHUX HayK.
OCO0IUBICTIO MEIWYHOI T'€HETUKH € 00’€KT 11 BHBUCHHS —
xBopa moguHa. OCHOBHE 3aBIaHHS, K€ BUPILIYE MEIUYHA
TeHETHKA, — 1€ 3 CyBaHHS POJIi T'€HIB Y BUHUKHEHHI MMATOJIOT11
moguHu. CHOpiHIOE MEOUYHY TeHETHKY 13 3arajlbHOI0
TCHETUKOI0 TE, M0 CaM TEeHEeTWYHWH Matepiall (MOJICKYIH
HYKJIETHOBUX KHCJIOT) 1 3aKOHOMIPHOCTI HOro (hyHKIIIOHYBaHHS
1 MIHJIMBOCTI B YCIX BHJIIB JKMBHUX OPIaHI3MIB 3aJHIIAIOTHCS
MPUHIIMIIOBO MOJIOHMMHU, X04a W PI3HUMHU 32 CKJIAJHICTIO. Y
TOM caMuii yac CHOCOOM BHMBYEHHS T€HOMY JIIOJIMHHU, HOTO
oprasizaiiii Ta peainisaiii, MEXaHi3MH BUHUKHEHHS MaTOJOTii
BIJIPI3HSIOTHCSI CBOEPITHICTIO, 110, BJIACHE, JI03BOJISIE BUIUISTH
MEINYHY T€HETHKY K OKpEMY HayKOBY JUCIUILIIHY.

MenudHa TeHETHKAa BHBYA€E POJb CHAJAKOBOCTI B
maToyiorii  JIOAWHHM, 3aKOHOMIPHOCTI TepefaBaHHS  Bif
MOKOJIHHS JI0 TIOKOJIHHS CIAJKOBHX XBOpPOO, po3po0isie
METOJIM JIarHOCTUKH, JIKYBaHHS 1 MPO(]INaKTUKH CHaIKOBOL
MaToJIOrii, BKIIOYAIOYM XBOPOOHW 31 CHAJKOBOIO CXHMJIBHICTIO.
Pesynbpratom gochimkeHpb Y IbOMY HAMPSMKY CTAlOTh METUYHI
Ta TEHETUYH1 BIAKPUTTS 1 JIOCSATHEHHS, CHPSMOBaHI Ha
00poTH0Y 3 XBOpOOAMHU Ta TOTIMIICHHSIM 3I0POB’ S JIIO/ICH.

Meouuna cenemuxa — 1e CrelaIbHICT MEAUIIMHH, 11O
BKJIIOYA€ JIarHOCTHKY Ta YIPABIIHHS CIIaJKOBUMH PO3IIATaMH.
MenuyHa reHeTruKa BiAPI3HAETHCS Bl TEHETUKH JFOJUHU TUM,
10 TeHEeTHKA JIIOJUHHU € c(hepor0 HAYKOBHX JOCIHIIKEHb, SKa
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MOJKe a00 HE MOXKE 3aCTOCOBYBATHCS JI0 MEIUIIMHU, & METUIHA
TeHEeTUKa HaJIeXKUTh 10 BUKOPUCTAHHS M€HETUKH SIK MEAMYHOT
nonoMoru. Hanpukian, DOCHIKEHHS MPUYMH 1 CIIaIKyBaHHS
TEHETUYHUX PO3NIaIaiB Oyle po3riisuaTtucs SK y TEHETHIl
JIOAWHU, TaK 1 B MEAUYHIA I'€HETHIN, TOMI SIK JIarHOCTHKA,
JIKyBaHHS Ta KOHCYJbTYBaHHS OCI0 13 TE€HETUYHUMH
po3namaMu  pPO3TISAIATHMYThCS  SK  YacTHHA  MEIMYHOL
TeHETHUKH.

HaBmaku, BUBYCHHS TUTIOBHX HEMEIWYHUX (DEHOTHIIIB,
TaKMX K T€HETHUKa KOJIbOPY OYeil, BBAXKATUMETHCS YaCTHHOIO
TCHCTUKH JIIOJIMHU, alleé HEeOoOOB’S3KOBO Ma€ 3HAYCHHS JUIS
MEINYHOT TEeHETHKU (KpIM TaKUX CHUTYalliil, K ambOiHI3M).
l'eHeTnyHa MeAWIMHA — II€ HOBHWA TEPMIiH JUIS MEIUYHOL
TEHETUKH, 10 BMIIIye TakKi HANpsSIMKHU, SIK T€HHAa Teparis,
MepCOHANI30BaHA  MEAWIIMHA, INBHJIKOIUIMHHA  MEIWYHA
CHeIIaJIbHICTh Ta MPOTHOCTHYHA MEIUIIUHA.

Menuuna TEeHETHMKAa OXOIUTI0E Oe31id pizHuX cdep,
BKJIIOYAIOUM  KJIIHIYHY MPaKTHKY JKapiB, TE€HEeTHYHUX
KOHCYJIBTAHTIB ~Ta  JI€TOJNOTIB, JISIBHICTG  KIIHIYHUX
JTIarHOCTHYHUX JlabopaTopiii 1 JOCHIKEHHS TpPUYUH Ta
YCHaIKyBaHHS TEHETHYHUX po3naiB. Ilpuximamn ymoB, Mo
BXOJIATH 10 c(hepu MEeTUYHOT T€HETHKH, BKIIIOUAIOTh YPOIKEH1
nedeKkTu Ta TucMOpPQOIIOTiI0, PO3YMOBY BIJCTANICTh, ayTHU3M
Ta MITOXOHJpiaNbHI pO3/Taad, MUCIUIA3II0 CKelleTa, PO3Jaau
CIIONyYHOI TKAHWHH, TCHETHKY OHKOJIOTIYHUX IIPOIIECIB,
TEPaTOTEeHU Ta MpeHaTalbHY TIarHOCTUKY. MenudyHa reHeThKa
Bce OUIbllle CTa€ aKTyalbHOI UId OararboX MOUIMPEHUX
3axBOprOBaHb. l[locTymoBo mopsin 3 IHIIMMH MEIUYHUMH
CreLiajJbHOCTSIMU 3’ ABJIATLCS HOB1 JOCATHEHHS B T€HETHIII.

Ocnoeni 3a80aHHA MEOUYHOT 2eHeMUKU:

® BHBYEHHS CMaJKOBHUX 3aXBOPIOBAHb 1 CHHAPOMIB;

e BUBUCHHS pOJIi CHAAKOBOCTI Ta CEpPEeJOBHINA Y
BUHUKHEHHI HECTaJKOBUX (POpPM MaTOJIOrII;



® pO3pOONEHHS 1 BUPIMIGHHS HOBHX  MEIUKO-
010JIOTIYHMX TMPOOJIeM: TEHHOI 1HXKEHepii, Mo po3podIIsie
METOAM JIIKYBaHHS CIIaJKOBHX XBOPOO MUISXOM TpPAaHCTEHE3Y
(mepeHeceHHsT TEeHIB HOPMAJIbHOTO METa0oJi3My /0 KIITHH
XBOPHX).

Meouuna zenemurka CcK1a0aemovca 3  OEKiNbKOX
yacmum:

1. Kniniuna cenmemuka. KiiHiuHa reHeTHKa — II€
MpaKTHKa KIIHIYHOI MEIWIHMHU 3 OCOOJHMBOIO yBarow [0
CMAJKOBUX MOpPYyIIEHb. [[1arHOCTUKY MPOBOJATh y T€HETHUHUX
KIIiHIKaX 13 pi3HUX NPHYUH, BKIIOYAIOYN YPOJKEHI NeeKTH,
3aTPUMKY PO3BUTKY, ayTH3M, CMiJIENcilo Ta Oarato iHIIHX.
[lpuknagaMyu  TEHETHYHHX  CHUHIPOMIB,  sKIi  4YacTo
CIIOCTEpIraloThCs B KIIIHIII TE€HETUKH, € XPOMOCOMHI
nepedynoBu, cuaapom Jayna, cuaapom i ['eopra (cuuapom
BunaneHus 22ql1,2), cuHmpom Xpomoi X XPOMOCOMH,
cuapom Mapdana, cungpom HelpodiOpoMaTosy, CHUHIPOM
Tepnepa ta cungpom Binbsimca.

2. Memadboniuna/bioximiuna cenemuxa. MetaboniuHa
(a0  OiloxiMiuHA) TEHETHKa BMIIIye JIarHOCTUKY Ta
YIPaBIIiHHSA YPOKEHUMH MOMUIKAMH METaloJi3My, B SIKUX
MAlle€HTH MaroTh (EPMEHTATUBHI HENONIKH, L0 MOPYLIYIOTh
Ol0XIMiYHI MIISXH, TOB’sI3aHI 3 METa0OoNi3MOM BYTJIEBOJIB,
aMIHOKHCIIOT 1 JiimiiB. [IpukinagamMu MeTaboIIyHUX PO3IIAIIB €
rajakTo3eMis, xBopoOa 30epiraHHs TJIKOT€HY, pO3Jaau
30epiranHs J1i30coM, METabOIIUHUN alu103, IEPOKCUCOMANIbHI
po3naau, GeHITKETOHYPis Ta HOPYIISHHS UKy CEHOBUHH.

3. HHumozenemuxka. 1lutoreHeTnka — 1e JTOCTIIKESHHS
XpOMOCOM Ta aHOMalii XxpomocoM. [luroreHeTrnka cnupaerses
Ha MIKpPOCKONIYHMI aHaii3 XxpomocoMm. Ha meil wyac mmpoxo
BUKOPHUCTOBYIOTh HOBI MOJIEKYJISIPHI TEXHOJIOTIi, TakKi $K
MOpIBHsUIbHA TeHOMIYHa TiOpuau3aiss MacuBy. [lpuknanu
aHOMaJIif XPOMOCOM BKJIIOYAIOTh AHEYIUIOIII0, XPOMOCOMHI
nepeOyI0BU Ta TCHOMHI IMOPYIIEHHS/ TyOJIFOBaHHS.
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4. Monexynapna cenemuxa. MonexynsipHa I€HETHKA
nepeadavae BIIKPUTTS Ta JIaOOpaTOpHE TECTyBaHHS HA MyTallil
JIHK, mo € ocHOBOIW 0araTbOX pO3JaJiB OKPEMHX TCHIB.
[IpuknanaMyu OJUHUYHUX PO3JAJiB TeHIB € aXOHAPOILIa3isd,
MYKOBICII/103, M s130Ba ucTpodist [romeHHa, CriagKoBHidi pak
MostouHoi 3a103u (BRCA1/2), xBopoOa XaHTIHITOHA, CHHAPOM
Mapana, cunagpom Honana ta cuanpom Perta. MonekynsipHi
TECTH TaKOX BUKOPHCTOBYIOTH ISl JIarHOCTHKU CHUHIPOMIB,
0 BKJIIOYAIOTh CMITCHETHYHI aHoMallii, Taki SK CHHIPOM
Anrenmana, cunapoMm  beksita — Binmemana,  cunapom
[Ipanepa — Byxi Ta oHOMapHA U30Misl.

5. Mimoxounopianvna zememuka. MiTOXOHApiaTbHA
TCHETHKA  CTOCYEThCS ~ JIAarHOCTHMKKM  Ta  JIIKyBaHHSA
MITOXOH/IPIATbHUX PO3JI/IiB, 1[0 MAIOTh MOJIEKYJISPHY OCHOBY,
aJle 4YacTo TPU3BOAATH J0 OIOXIMIYHMX aHOMamiid dYepe3
HEJIOCTAaTHE BUPOOHUIITBO C€HEPTIi.

Opniero 3 HaWBaXJIMBIIIKX 3arpo3 s 370pOB’S
JIIOAMHU € TeHETUYH1 3aXBOPIOBAHHS.

I'enemuune 3axeoprosanns — 1e po3inaj, CIPHINHEHUH
TEeHeTUYHUMH  (aKTOpaMHu, 1 OCOOJMBO aHOMANIsIMM B
TEHETUYHOMY MaTepiai JIIOAUHH (TEHOMY).

Tunu (1100CcbKUX) 2eHeMUYHUX 3AX80PIOBAHD !

1) reHHI/MOHOT€HHI TeHETHYHI XBOPOOH.

BinmpaBHOIO TOUYKOIO B IIilf KaTeropii € myTailis/3miHa
OJIHOTO TeHa. Jleski 3 HUX — CeprnomnoJiOHO-KIITUHHA aHeMis,
MYKOBICIT/103, CHHAPOM ANKap/i, XBopoba XaHTIHITOHA,;

2) 6aratoakTopHI/mOIreHHI TEHETUYHI XBOPOOH.

Jpyruii THO TeHETHYHUX 3aXBOPIOBaHb JIOJUHU
00yMOBJICHUH MyTallisIMU B JACKIIBLKOX reHax. bararo Bimomux
XpOHIYHMX 3aXBOPIOBaHb — 0OararoakTOpHI TIe€HETHYHI
3aXBOPIOBaHHS, Taki $K XBopoba Aunbureiimepa, nia0er,
OXHUpIHHA Ta apTtpur. Kpim Toro, Oarato TuNIB paky
CHPUYUHEH] MYIbTH(PAKTOPIaTbHUMHU MYTallisIMU;

3) XpOMOCOMHI TeHETUYHI XBOPOOH.
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Xpomocomu — 1ue Bemuki wmonekynu JIHK, mo
CKJIAZIAIOThCS 3 TeHIB. XPOMOCOMH PO3MIIIEHI B KIITHHHOMY
aapi. AHOManii B CTPYKTYpi, uucna (i He JHIIE) XPOMOCOM
MOXYTh BUKJIMKAaTH JesAKi 3 HaWOUIbIm  HeOe3MmeuyHux
reHeTUYHUX posnaniB. Llei tun posmanis, HauedbTo, HAbaraTo
MPOCTIIIIE€ CIIOCTEPIraTH, OCKUIBKH BOHH, 1HOMI, BUSBIISIOTHCS
HUIXOM OTJISITy MIKPOCKOIIOM. XPOMOCOMHI 3aXBOPIOBaHHS
TaKOX MOXYTh OYTH BUKJIMKaHI CETMEHTaMH Ta 3’ €THAHHSIMU
YaCTHUH XPOMOCOM;

4) MiTOXOH IpiallbHi FEHETUYHI XBOPOOH.

Miroxonapianeaa JIHK — e monekymna JIHK, BusiBiena
B MITOXOHApIAX (To3a sSapoM) — HEoOXigHA opraHena s
KIITHHHOTO JauxaHHsA. MyTtanii B wmitoxonapiamsHiit JJHK
MOXKYTh TaKOX CIPUYMHATH HeOaKaH1 BIIXUJICHHS.

Di3i010214HI OCHOBU YPOOHCEHUX 6a0

Po3BUTOK ypomkeHUX Baj 3HAYHOIO MIpOIO 3aJIC)KHTh
B1JI F€CTallIHHOTO BIKY, IPUPOJI TEPATOTEHIB, IHTEHCUBHOCTI i
TPUBAJIOCTI  onmpoMiHeHHs. [l Kpamoro  po3yMiHHS
PEKOMEHAYETHCSl TEPETIISIHYTH PO3BUTOK JIFOJAMHHU, OCOOIMBO
eMOpionorito, K 1€ TMOB’SI3aHO 3 OpraHoOreHe3oM, 1100
3pO3yMITH, SIK 1 KOJIM (PaKTOpU JOBKULIS MOXYTh BIUIMBAaTH Ha
po3BUTOK miona. Hampukman, cepueBo-CyJMHHAa cHCTEMa
MPOXO/NUTH JOBTY Ta CKIAAHY (a3zy pO3BHUTKY, 110, HMOBIpHO,
MOSICHIOE, YOMY Il CUCTEMa OpPraHiB Mae HalOIIbIly 4acTOTY
ypokeHuX aedekTiB. 3a3Buuail paHHI BUNAIKUA (MEHIIE HIXK
8 TK. recrarii) NPU3BOAATH MO CIMIOHTAHHUX BHUKHJIHIB, TOJI
gK y OIbIl Mmi3HIA mepioJ BariTHOCTI (3a3BUYail IMicis
opranorenesy abo mpubauszHo 14—16 TWXKHIB BariTHOCTi) Mae
MeHIUH BrumB. OTHAK ICHYIOTh YHCICHHI BHHSTKH 3 ITUX
OCHOBHHUX TIPaBHJI.

BaxnuBo po3ymiTH maTodizionoriyHi  MeXaHi3MHU
PO3BHUTKY IJIOJA, SIKI MOXKHa MOAUIMTH Ha Mayib(opMarliio,
nedopmariiro, MOpyIeHHs a00 TUCTIIA3I0.



Manvgpopmauia

Manshopmariiss € OCHOBHUM AeHEKTOM CTPYKTYpH, IO
BUHUKAE B pa3i pO3BUTKY OpraHa 4 TKaHUHH. BimbIiicTe Baj
PO3BHUTKY BHHHKAIOTh Yepe3 8 THXKHIB BariTHOCTI. [301p0BaHi
BaJM PO3BHUTKY, Taki SIK PO3IIEIUICHHS T'yOM Ta IigHeOiHHS,
ypo/keHa XBopoOa cepms abo IMUJIOPOCTEHO3, MOXKYTh
BUHUKATH B IHIIUX BHUITAJKAX Yy JITCH.

Kinbka cuHApPOMIB Bagu pPO3BUTKY CIPUUYHUHSIOTH
nedexktd 'y nBox abo Oinplne cucreMax, i 0araro 3 HHUX
OB’ sI3aH1 3 PO3YMOBOIO BIICTANICTIO.

Po3pus

[Topymiennss nedekTy o3Hayae, MO0 BiAOYBaeThCS
pyHHYBaHHS YacTUHHM IUIOJA, SKAW CHOYAaTKy pPO3BHBABCS
HOpMasbHO. Po3puBH 3a3BUYail BIUIMBAIOTh HA KiUJIbKA PI3HUX
TKAHWH y MTeBHIM aHATOMIYHIN JUISHIII.

Hegopmauia

Hedopmarrii 00yMOBJICH1 HEHOPMAJIbHUM
BHYTPIIIHBOYTPOOHUM  (OPMYBaHHAM 1  CIPUYUHSIOTH
nedopmartlito CTpyKTypHO HOpMajdbHUX dYacTuH. Jledopmarrii
3a3BMYail BKIIIOYAIOTh KICTKOBO-M’SI30BY CHUCTEMY 1 MOXYTb
BUHUKATH y IUIOJIB 3 OCHOBHHMH YPOJDKCHHMH HEPBOBO-
M’SI30BUMH  IpoOJeMaMHu, TaKMMHU $K M s30Ba arpodis
CIIMHHOT'O MO3KY Ta MPHUPOKE€Ha MIOTOHIYHA Auctpodis. Lle
IPOUTIOCTPOBAHO B XapakTepHId  KapTUHI  MAaToJIOTii,
BKJIIOYAIOYM HEHOPMalIbHY (hallifo, TIMOIUIa3ilo JIETeHIB Ta
KOHTPAKTypH KiHIIIBOK, II0 BUHUKAIOTh YHACIIJOK TPHUBAJIUX
OJIITOT1APaMHIOHIB, SIK1 € BTOPUHHUMHU JJI1 HUPKOBOTO areHesy
(curmpom IloTTepa) abo mepemyacHHUM pO3PUBOM MeMOpaH
(mocmimoBHicTh [ToTTepa).

Hucnnaszin

Hucnnaszisi o3Hauyae aHOMAJbHY KJIITHHHY OpTraHi3aIliio
abo ¢QyHKIil0O B MexXax KOHKPETHOro opraHa abo Tumy
TKaHuHU. butbmicte aucmiaziii  o0ymoBieH1 aedexTamu
OJMHOYHHMX TI€HIB 1 BKIIOYAIOTH TaKl CTaHM, SK IUCIUIA31A
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CKeJeTa Ta TMOPYIICHHS MaMm’sTi BiJl YPOJKEHUX TOMHUIIOK
MeTaboITi3My.

BaxxnmBo  Takok ~ BH3HATH  BIIMIHHOCTI  MiX
«CUHIpOMOM» Ta «acomiamiero». CHUHOpOMHU 3a3BUYall €
pEe3yNbTaTOM OAHIET FeHETHYHOT aHOMAJi1, TO/Al SK acolliallii €
BUIAJIKOBUM 30UPAHHSIM YPOIKEHUX AE(PEKTIiB, IO MOXYTb
Oyt pe3ynbTaToM psAay TeHeTHuHux  ¢akropis. Lle
MPOLTIOCTPOBAHO, KOJU TOPIBHIOEThCA cuHApoMm JlayHa
(pe3ynbTar n0MaTKOBOI Komii Xpomocomu 21) 3 acoriali€ero
VATER (nmeBumankoBa acoriamis XpeOeTHHUX aHOMAJiH,
Oe3nepepBHUI aHyc i aTpe3is CTPaBOXOIY 3
Tpaxeoe3odarealbHUMH  HOpULAMHU).  Po3ymiHHS — mux
naTo(i310IOTIYHIX MEXaHi3MIiB Ta HOMEHKJIATYPH BiTirparoTh
BYKJIMBY POJIb MPU BUBYCHHI YPODKEHUX BaJl.

BusHaueHHsI CHHAPOMIB

Bu3HaHHS MHOXXHHHUX CHHAPOMIB BaJl PO3BUTKY €
3HAYyIIMM, W00 BIAMOBICTHM Ha 3alUTaHHS, SKI CTaBJISATh
0aTbKH BCIX HEMOBJIST 3 YPOIKEHUMH AeopMallisiMu, a came:

o me?

Yomy 1ie cranocs?

[lo ue o3Havae 119 MaltOyTHBOT TUTUHU?

Yu cTaHeThCs 11€ 3HOBY?

bartbku WacTo BigUyBalOTh TOYYTTS MPOBUHU ITICIS
HapO/DKEHHS JIUTUHU 3 BaJlaMHd, a 4ac, SIKMH 3aTpavyaroTh Ha
OOTOBOPEHHSI TOTO, IO CTAJIO MPHYMHOK aHOMAJii, MOXE
MPU3BECTU 0 TOTIPIICHHS CTaHy HEMOBIATH. BOHU Takox
MoTpeOyIOTh TOSICHEHHS TOTO, IO MOKHA OYIKyBaTH B TUTaHI
TMiKyBaHHS, nepeadadyBaHUX YCKIAJIHEHb Ta JIOBIOCTPOKOBUX
nepcrekTHB. ToOYHE OIiHIOBAaHHS PU3UKY TIOBTOPCHHS HE MOXE
Oytu 3pobOsieHe Oe3 miarHo3y, 1 HasBHICTh MpeHATaIbHOI
JTIaTHOCTHKU B HACTYITHUX BariTHOCTSAX Oyje 3aJekaTd BiJ
TOTO, YU € acoliioBaHa XPOMOCOMHA aHOMaisl, CTPYKTYPHHIA
nedeKT, SKUH TIAA€TbCsl  BUSBJICHHIO 34  JOMOMOTOIO
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ynbTpacoHorpadii, abo imeHTudikoBaHAa OloXiMiyHA UM
MOJIEKYJISIpPHA aHOMaJTisl.

OniHroBaHHS HEMOBIIAT Ta JITEeH 13 BaJaMH PO3BUTKY
BHUMAarae JOKYMEHTAIbHOIO MIATBEPIXKEHHS JAETalIbHOI icTOpii
i ¢isuunoro obOcrexeHHs. 3HaHHA OaTHKIBCBKOTO  Ta
CIMEHHOTO aHaMHE3y MOXK€ OyTH IiJIKa3KOI IPO ETIOJIOTiIO.
Bynp-siki mopymieHHs MiJi Yac BariTHOCTI, BKJIIOYAIOYU
MOJKJIMBUH BIUIMB TEPATOTEHIB, a TAKOX BHUHUKHEHHs Oyab-
SKHUX TIEpUHATATBHUX MTPOOJIEM, TOBHHHI OYTH 3aIMuCcaHi.

JlocmiKeHHs. TUTHHU MOBMHHO BKJIIOYATH MOLIYK SIK
OCHOBHHX, TaK 1 JIPYrOpATHHX aHOMAaJid i3 JOKyMEHTAIi€lo
HasBHUX AaHOMAJIM 1 TOYHUX KJIIHIYHUX BHUMIPIOBaHb Ta
dororpadiyHuX 3amuCiB, SKIIO I MOXJIWBO. HeoOximHi
pO3CIilyBaHHs MOXYTh BKJIKOYAaTH XPOMOCOMHMH aHami3 Ta
MOJICKYJISIpHI, 610XiMIYHI 200 paIioIOTIvHI TOCIIHKCHHS.

[lpuknaau  TepaTOreHIB:  HAPKOTHUKM,  AJIKOIOJb,
MPOTUCYIOMHI mpenapatu ((peHIToiH, BalbIpoaT HaTPIlo,
KkapOama3zeniH), aHTUKOATyJISHTH (Bap(apuH), aHTUOIOTHKH
(cTpenTOMILMH, TETPAUUKIIH), aHTUMAJSIPIKHI, MPOTUPAKOBI,
€KOJIOT14HI XIMIKaTH, OpraHiuHi pTyTi, OpraHiuHi pO3YMHHUKU.
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Po3aia 2
3AT'AJIBHA XAPAKTEPUCTUKA

MOHOT'EHHOI IATO.JIOT1i.
KJ/IIHIKA I TEHETUKA OKPEMHUX ®OPM
MOHOI'EHHHUX XBOPOb
MoHoreHH1 3aXBOPIOBaHHA — pO3Jaad, CIPHYUHEHI

YCHaJAKyBaHHAM OJHOTO JE(PEKTHOrO0 TEHa, BIOOMI K
MOHOT'CHHI 3aXBOPIOBaHHs a00 TIOPYIICHHS OJJHOTO I'eHA.

Icuye monag 6 000 BimoMHX OJHOT€HEHHUX PO3INAiB,
110 BUHUKAIOTh Y 1:200 HOBOHapOKEHHUX.

JlesskuMu TIpUKJIalaMyd € MYKOBICIIHI03, CEPIIONoai0Ha
KIIITHHHA aHeMis, cuHIpoM Mapdana, xBopoba XaHTIHITOHA,
CHAJKOBUM TEeMOXpomaro3, M’si3oBa aucTpodis JlromeHHa,
remodinis Ta xBopoba Test — Cakca.

OnHoreHHi, ab0 MOHOTEHHI, 3aXBOPIOBAHHS MOJKHA
MOJITUTH Ha TPU OCHOBHI KaTeropii: ayToCOMHO-OMIHaHTHUH,
ayTOCOMHO-pelecuBHUM 1 X-3B’s13aHUN PO3NaIH.

2.1. Cunapom Mapdana

Cunapom Mapdana €  ayrOCOMHO-TOMIHAHTHUM
posnagom (25 % BumaakiB — HOBI MyTalrlii), 1110 BILTUBAIOTh Ha
CIOJYy4YHI TKaHWHM, BUKJIUKaHI MYTaIl€l0 B I'eHl, AKUH KOIye
¢i6punin 1 (FBN1). ®iOpuiiH € OCHOBHUM KOMIIOHEHTOM
MIKpodi10pua, 10 J03BOJISIE TKAaHUHAM  PO3TATyBaTHCS
HEoJJHOpa30Bo Oe3 ocnabnenHs. Ockinbku GiOpuUiIiH mamieHTa
€ HEeHOpPMaJbHHUM, HOTO CIIOJIyYHAa TKaHWHA € MEHIIOK, HiX
3BMYaiiHa, 110 Mociabmoe abo MOLIKOKYE MiATPUMYBaIbHI
CTPYKTYpH BCHOTO TiJa.

Anryan Mapdan (1858-1942) ynepuie onucas ioro B
1896 pomi. Curapom Mapdana BIMBae Ha TPH OCHOBHI
OpraHH OpraHi3My: ceplle i CUCTeMYy KpOBOOOIry, KiCTKH Ta
M’SI3H, a TAKOX OYi.
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Yacrora 3aXBOPIOBaHHS CTaHOBUTH MNpHHAWMHI 1 i3
10 000.

O3HaKH Ta CHMIITOMH

Onopno-pyxosa cucmema (puc. 1):

* BUCOKHI1 3piCT;

* JIOBI1 KIHI[IBKH;

* APaXHOMAKTHIIISI KUCTEH 1 CTOII;

* ACTCHIYHA KOHCTHUTYIIIS,

* BY3bKHI JIMIIEBUI dYepen i3 «ITallMHUM» BUPA30M
00JInyyus;

*By3pka Ta nedopmMoBaHa JilkomomiOHa  abo
KyJenoAiOHa rpy/aHa KIITKa;

* KihockomoTraHa Aedopmarris xpeora;

* TEepPMOOUIBHICTD CYTI001B Ta CYXO0XKHIIOK;

* IJIOCKOCTOITICTB,

* IOBre By3bKe 007144 3 NIMOOKUMHU OYMMA;

* BICOKE BY3bK€ MiIHE01HHS Ta CKYITYeHHs 3y0i1B;

* COHIWIOMIITIOB;

* eKCTpaK1is Cyriao0is;

e pectus excavatum (rpyaHMHa Talli€eHTa 3amaia
BCEPENINHY);

e pectus carinatum (rpyaHa KiCTKa BMIIMHAETHCA
HA30BHI 1 3BY)XKYETHCS).

* BEpTUKaJlbHA YacTHMHA, IO BHUCTYMNA€e (BEPTIIOXKHA
000JI0HKa cTae OUIbII TTTMOOKOI0, HIXK 3BUYAMHO M1/ Yac pocTy).

Cucmema 30py:

* EKTOIIIs JICHTUC (TTIBUBHX KPHUINTAITHKA);

* Miomist (KOPOTKO30PICTh);

* BiAIIApYBaHHS CITKIBKM (MOXK€ TPHU3BECTH [0
CIIIIIOTH);

* [JIayKOMa,

* KaTapakTa,

* OJIaKUTHI CKIIEepH;

* TilepMeTpoItis BUCOKOTO CTYIICHS;
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* aHIpUIis,

* adaxis;

* KOJI0OOMa.

Posznaou 3 6oxky I[JHC:

* aHI30KOPIs;

* HiCTarMm;

* ACUMETPIis CYXOKUIKOBHUX peIIeKCiB;

* mipamigaHi po3Jaau.

Cepyeso-cyounna cucmema.

brmuzbko 90 % xBopux Ha cuHapoMm MapdaHa MalOThH
TaKi CepleBi YCKIaJHEHHS:

* MOPYIICHHS BHYTPIIIHBOILTYHOUYKOBOI IIPOBITHOCTI;

* MOMipHI O3HaKW rinepTpodii Miokapaa TiBOTO
IUTYHOYKA Ta Mepeacepas;

* 3MiHH B MariCTpajibHUX CyJIUHAX;

* aopTajbHa HEJIOCTATHICTH;

* IIPOJIATIC MITPAIHOTO KJIAITaHa;

* IOPYILLIEHHS BHYTPIIIHBOCEPIIEBOT I'€OJUHAMIKH;

* MITpajibHa HEJOCTaTHICTb, IMOB’sI3aHA 3 PO3BUTKOM
MIKCOMAaTO3HOi  JereHepaiii CTyaoK, 30UIbIICHHSIM  iX
IUIOUIMHY, PO3LIUPEHHAM (1OpPO3HOTO KIIbIS, MOJOBKEHHIM
XOpA,  «pO30OBTAHICTIO»  CTYJIOK  Ta  30UIBIICHHSIM
nposjadyBaHHS,

* aopTaJibHA peryprirauis;

* iH(QEKIINHUN eHOKAP/IUT;

* PO3IIUPEHHS KOPEHsI a0OPTH Ta JIET€HEBOI a0pTH;

* aHEeBPHU3MH CUHYCIB BanbcanbBu;

* «BHUCSUEY, «KpaMeIbHe» ceplie.

Tnwi npobaemu:

* CIIOHTAHHHUI THEBMOTOPAKC;

* OOCTPYKTHUBHUI aItHOE YBi CHI,

* em(izema,

* striae (PO3TSKKH LIKIPH);

* TPHIKI.
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Pucynok 1 — Cungpom Mapdana

JiarHocTHKA
Hiarno3 cungpomy Mapdana craBisiTh Ha MiACTaBi
CIMEHOTO aHaMHe3y, BHUPaXKEHOCTI CUMIITOMATHKH,

(GI3MKaIbHOTO  OIJISIAY,  Pe3yNbTaTiB  (DYHKIIOHAJIBHOTO,
PEHTI€HOJIOTIYHOTO, O(QTaIbMOJIOTIYHOTO Ta TEHETHYHOTO
nocnimkenb, EKI 1 ExoKI™ Ta nabopaTtopHux I0CTiKEeHb.

[lin wac pgiarHOCTYBaHHA BpPAaXOBYIOTH (EHOTUIIUYHI
JIarHOCTHYHI TECTH, 10 BU3HAYAIOTh CIIBBIJHOIIEHHS KHUCTI1
Ta 3pOCTaHHS, JOBXHHY CEPEIHBOTO MBI, 1HIEKC CTaTypH
Bapru, TtecT BenuMKOro mnaiblisl Ha apaxHOMAKTUIIIIO, TECT
OXOIUJICHHS 3aIl’ SICTSI.

EKI' BHM3Hauae MOpYyLIEHHS PUTMY CEplsi, BUPAXKEHY
rineptpodiro Miokapaa.

ExoKI' BusBise aumaraiito aopTd, KJIalaHHY
perypritaiito, Mmpojarnc MITPaIbHOTO KiamaHa, 301TbIICHHS
PO3MipiB JIIBOTO IUTYHOYKA, PO3PUBHU XOPA.

Pentrenorpadiss rpyaHOi KIITKHA MO3BOJIE TOOAYUTH
PO3LIUPEHHST IYI'M aOpTU Ta KOpEHs, 301JIbIIEHHS PO3MIpiB
cepusi; peHTreHorpadis KyJbIIOBUX CYIJI00IB  IMOKa3ye
MPOTPY3it0 BEPTIIIOKHOT 3aMavHu.
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KT ta MPT cepus i cynua poOnsiTe uis TOTO, 1100
BHSIBUTH JUIIATAIliIO 1 aHeBpu3My aopt; MPT xpebTa mokasye
€KTa3ir0 TBEP101 MO3KOBOI 000JIOHKH.

AopTtorpadiro IpoBOIATh MPH MiA03pI HA aHEBPU3MY 1
po3IIapyBaHHS A0PTH.

biomikpockomiss Ta  odTalbMOCKOIIS  TOKa3yIOTh
EKTOIII0 KPUILITATUKA.

I'enetnuna igeHTHdIKAIlsA MOKa3ye 3MiHM (MyTarii) B
reri FBNI1.

Y  pa3i  cunapomy Mapdana BparoTbcs 10
nuQepeHIiaabHoi TIarHOCTUKKA 3 XBOPOOaMH, MOAIOHHMHU J10
CUH/IPOMY; JO HUX BIJIHOCSTH: TOMOLUCTUHYPIIO, YPOIKEHY
KOHTPAKTypHY apaxHOJakTWiiio (cuHIpoMm binca), cmagkoBy
aptpoodTansmonatito (cunapom Criknepa), MASS-cunapom,
cuaapom Enepca — [lannoca, Jloiika — [litna, [lnpinnena —
l'onnGepra, ciMeliHy €KTOMI0 KPHUILITAIUKA Ta 1H.

JlikyBanus

Jo  Tepamii  cunHapoMmy  MapdaHa  BIAHOCSTH
KOHCEpPBATUBHY W XIPYpPriyHy KOPEKIIIO CepIEeBO-CYINHHUX
MOpYILIeHb, YpakeHb CKelleTa Ta OpraHiB 30py.

JlixyBaHHS Hacammepes CIpSIMOBaHE Ha MPOQIIaKTUKY
PO3BUTKY 3aXBOPIOBaHHS Ta YCKJIATHEHb Y CEPLIEBO-CYIUHHIN
cucremi. Skmo giamerp aoptd A0 4 cCM, XBOpPOMY
MPU3HAYAIOTh AHTAroHICTH Kalbllilo, [-aapeHo0I0KaTopu
(nponanonon, areHoxnon) abdo iuriditopu AIID. Xipypriune
BTpY4YaHHS TPOBOMAATH IUINE TOMAI, KOIU JiaMeTp aopTH
CTAHOBUTH OUTBIIE HDK S CM TPH MPOJIANCI MITPAITBHOTO
KJIaraHa, HeJIOCTATHOCTI KJIaMaHiB ceplis, BUCXITHOI YaCTHUHHU i
po3iapyBaHHi aOpPTH.

[Tpu cunapomi MapdaHna BUKOHYIOTh pEKOHCTPYKTHBHI
omepamii Ha aopti. B pa3i HEOOXIMHOCTI 3AIMCHIOIOTH
MPOTE3YBaHHS MITPaJbHOrO KiamaHa. XBOPHUM i3 CHHIPOMOM
Mapdana npu3HAYarOTh KOPEKII0 30py METOJIOM IMia0opy
OKYyNSIpiB 1 KOHTAaKTHUX JIiH3, a B CKIQJHUX BHUMAJKaX —
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[UISTXOM JIa3epHOTO 200 XipypridyHOro JIiKYBaHHS XBOPOO 30py.
JiTsAM 31 CKEJICTHUMHU TOPYIICHHSIMHU TPOBOJSATH XIPYypriuyHy
crabim3zamiro  xpe0Ta,  €HAONPOTE3YBaHHSI  KYJBIIOBHX
Cyrio0iB, TOPAKOILUIACTHKY.

Xipypriune  JiKyBaHHA  CKOJio3y  mepenbadae
BUIIPSIMJICHHS XpeOTa METaJIeBUMU CTPUXKHSMU 1 CIIpeCyBaHHs
XpeOIliB y BUIIPSMIICHOMY ITOJIOKCHHI.

CrnonmumomicTesito  JIKyIOTh (ikcaropoMm y pasi
JIETKOTO CTYIEHS YpaXeHHS. SIKIO MpPOCIU3aHHS NEPEBUIILYE
30 rpanyciB, 3pyHHOBaHHMH XpeOeT Moxke MoTpedyBaTu
XipypriuyHoi nepedynoBu.

Pectus excavatum i pectus carinatum MoOXHa JIKyBaTH
XIpypriveuM IDIIXOM. Y pectus excavatum aedopMoBaHi
TpyAHMHAa Ta peldpa MIAHIMAIOTBCS 1  BUIPSIMISIOTHCS
METaJIeBUM CTPIKHEM. Yepe3 YOTHpH — IIICTh MICAILIB HOTO
BUJAJISIIOTH B aMOyJIaTOPHUX YMOBaX.

bine y Horax abo KiHIIBKax 3a3BHYail KYMipYIOTh
M’SIKUM ~ aHaireTukoM (armeraminodenom). [lamientam 13
cuHapoMoM MapdaHa HEOOX1THO HOCHTH B3YTTS Ha HU3BKUX
nigdopax, BHUKOPUCTOBYBAaTH CIELiaJbHI  MOAYIIKH  abo
OpTOTNEANYH] BCTABKHU.

[TamienTam i3 cuHapomMoMm Mapdana noTpiOHO
MIPOBECTH PETENbHE OOCTEKEHHS 0UYeH, 30KpeMa BUTIPOOYBaHHS
Ha UIUIMHHINA JaMIIi A7 TECTYBaHHS Ha JUCIIOKaIlilo 00’ €KTHBa
Ta  KOpPOTKO30pocTi.  Jluciokarito  MOXHa  JIIKyBaTH
KOMOIHAIlI€EI0  CHelialbHUX  OKYJIApIB  Ta  HIOJACHHHUM
BUKOPHUCTaHHSIM O(TanbMOJOrYHUX Kpanenb 1 % arpominy
cynbdary abo XipypriyHMM NUISIXOM. [J1aykoMy MoOKHA
JiKyBaTH JiikamMu abo XipypriunuM nuisixoM. Karapaktu
CTalOTh yce OUIbII YCHIIIHUMM B Xipyprii iMmiaHtara. YciMm
ocobam 13 cuHIpoMoM Mapdana HEOOXIMHO 3HATU O3HAKHU
BiJIIIIApYBaHHS CITKiBKH (panToOBE PO3MUBAHHS 30py B OJIHOMY
OIIi TOCTYIIOBO MOTIPIIYETHCS 0€3 OOJIF0 YU TOYEPBOHIHHS).
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Hiteit i3 cunapomom MapdaHa NOBHHHI OIJISAIATH
CTOMAaTOJIOTM  MiJ] 4YaCc  KOXKHOTO  OOCTEeXEHHA  JuId

npoQiTaKTUKA CKYMYEHHs 3y0iB i MOKIIMBUX
HEBIAMOBIIHOCTEH Ta 3a HEOOXITHOCTI 3BEPHYTHCS 10
OpTOJIOHTA.

Jlonam 13 curapomoMm Mapdana moTpiOHO YHUKATH
3aHATHh CIIOPTOM abo mpodeciid, Mo MOTPeOYIOTh BaXKKOi Bard,
rpyooro (i3MYHOrO HAaBaHTAKEHHS YM IIBHJIKUX 3MiH
aTMOC(EepHOTO THCKY (HAIIPHUKJIAI, TiABOAHOTO IJIABAHHSA).

Opnak perynsipui J030BaHi (pi3uyHi BHOpaBH KOPHUCHI
JUIS TIAIIE€HTIB. XOpOIMM BHOOpPOM OyIyTh MIBHIKA XO0Jb0A,
MOBUIHHHM TEeMII Oiry.

2.2. MeHIKETOHYPIs

Oeninkeronypis (OKY), abo ¢eninmipoBuHOrpaana
omiropeHisi, sABIsge €000 YCHAJAKOBAHWA ayTOCOMHO-
PELeCUBHHUI  pO37Iajz, 110 XapaKTEPHU3YEThCS ACPIIIUTOM
dbepmenty  (deHinanaHiH-4-TiApOKCUTIA3H. e  copuse
HAaKONMYEHHIO B piOMHaX 1 TKAHWHAX OpraHi3aMy XBOpOi
IUTUHU (eHinanaHiHy Ta Horo mnoxigHux (heHiIMosIouHa,
(heHUipOBUHOTpATHA 1 (deHuTonTOBa KHUCJIOTH,
¢benineTnnamiy, GeHiIaleTUITIIOTaMIH Ta iH). BoHM TokCHUHO
IIIOTh HAa [EHTPaJIbHYy HEPBOBY CHCTEMY, CIPHSAIOTH
MOPYUIEHHIO OUIKOBOrO OOMiHY, a TakoX MeTaboni3my
TOPMOHIB, IJIIKO- 1 JIIMOIPOTEIAIB.

Yacrora BunukHeHHs ®KVY cranosuts 1 nHa 10 000
HApO/DKCHHMX, ajieé 3aXBOPIOBAHICTh Y KaBKa3bKHX Ta
1H/I1aHCHKUX TOMYJALISAX BHILNA, HIX B appoaMepHKaHCHKUX,
JATUHOAMEPUKAHChKUX Ta a3laTChbKUX KpaiHax. Maiixke 3
OJTHAKOBOIO  YacTOTOI0  3aXBOPIOBAHHS  TPAIUIIETBCI Y
XJIOMTYUKIB Ta IBYATOK.

OxHuMHU 3 HalBaX4YMX HACHiAKIB 3aXBOPIOBAHHS €
Ypa)KeHHs TOJIOBHOTO MO3KY 1 TIOaJIbIIIe TIOPYIICHHS PO3BUTKY
TITeH, K ICUXIYHOr0, TaK 1 (hi3uuaHor0. KpiM TOro, BUHUKAIOThH
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po3mamu pyxiB 1 M’S30BOrO TOHYCY. Bmepiie KiacuuHy
(deninkeTonypito B 1934 porii onucas A. deutiHr.

Kuiniuni o3Hakn

HutnHa 3  (QeEHUIKeTOHYpi€o  BiApa3dy K  IMCIHA
HApOJDKCHHS Ma€ IIIKOM 310poBuil BUTIsiA. [lepmii cumnromu
3aXBOPIOBAHHS MOYMHAIOTH BUSIBISTHUCS Y AUTUHU BIKOM 2—6
MicsiiB. Taki aiTh OyBalOTh JYXKE MJISIBUMHM, JPATIBIMBUMH,
HECITOKIMHUMM, IX HE I[IKABUTHh HABKOJIMIIHIM CBIT, MOXJIMBE
omoBanHs. [lcuxiuHa 3aTpUMKa PO3BHUBAETHCS IOCTYIIOBO, 1
BOHA MOX€ He OyTH OYEBHIHOIO BIIPOJOBX MEPIIUX KUIBKOX
MmicamiB. Iarenext mamientis i3 @KV 3a3Buuail HKYM, HIXK
1Q iX 310pOBUX OJTHOITKIB.

[Ticnst 6 wicsamiB Taki JITH 3HAYHO BIACTAIOTH Y
MCUXIYHOMY pO3BHUTKY (Omm3bko 10 % cTpaknaroTh ciabum
cTyneHeM omirodpenii, a 6nu3pko 60 % — imiorier0). Borm
HOpMajbHOrO abo HH3bKOro pocty. I[li3HO MOYMHAIOTH
popizyBaTucs 3yOM, TPOXM 3MEHUIYIOTHCA PO3MIpU 4eperna,
TaKi JIiTH TOYUHAIOTH CUJIITH 1 XOAUTHU YK€ Mi3HO.

Hnst nitet 13 GEHITKETOHYPIEIO XapakTepHa CBOEpiAHA
X0Jla: BOHHU XOMSATh IMOTOHAYIOYNCH, HEBETUKUMHU KPOKaMH,
CTOATh PO3CTaBUBIIM HOTH, 3ITHYTI B Ta30CTETHOBHUX 1
KOJIIHHUX CYyTJI00axX; CUJATh Mii0raBIIM HOTH, 110 MOB’SI3aHO 3
M’SI30BOIO TIIEPTOHIETO.

MoxyTh criocTepiraTics 1HII CHMIOTOMHU:

* HECHOpMAaJIbHa noBe/iHKa  (TIMEpakTUBHI 3
6e3npeIMETHUMU PyXaMHU PUTMIUHI IOTOMTyBaHHS Ta aTeTo3);

* PO3BHUTOK 3aTPUMKH MOBJICHHS;

sHanmain  (25%) Ta  enexTtpoeHuedanorpadiuHi
aromauii (50 %);

* XapakTepHHMH 3amax Tila (HEeHUIONTOBOI KHUCIOTOIO,
10 XapaKTEePU3YETHCS K 3aTXJIHI a00 CMITTEBUIA;

e IeTKa MIirMeHTalis Tina (00yMOBIEHa BiJCYTHICTIO
MeJaHiHYy, 3MiHa KOJIbOPY BOJIOCCS, LIKIPH Ta O4ei);

* QJIFOBAHHS,
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* ceOopeliHnii a00 eK3eMaTUYHHIA BUCHIN (HE3HAYHUU i
3HUKAE, KOJM JUTHHA CTAE CTAPIIOI0);

* OUIBIIICTH AITEH € TiNepTOHIYHUMU 3 TiePaKTHBHUMU
MIMOOKUMH CYXOKUIIKOBUMH pediiekcamu;,

* Mikpouedais;

* BUJIHO BEPXHIO YaCTUHY IIMPOKO PO3CTaBICHUX 3YOiB,;

* TinorIasis eMai,

* 3aTpUMKa POCTY.

JliarnocTuka

JiarHocTyBat (PEHIIKETOHYPil0 HEOOXITHO Biapasy
MiCIs HApPO/KCHHS JUTHHHM, [I00 3amo0irTH  TSHKKUM
HacigkaMm 3axBoproBaHHsA. Came ToMy Ha 4-5-i1 IeHb KUTTSA
JIOHOIIIEHOT HOBOHAPOKEHOTO 1 HA 7-H JICHb Y HEJOHOIICHOTO
MaJlfoKa B IMOJOrOBOMY OyAMHKY O€pyTh KPOB JJIsi 00CTEXKEHHS
Ha I1e 3aXBOprOBaHHs. [IepBUHHUM MiarHOCTUYHUM TECTOM JIS
@®KYVY € BumiproBaHHs piBHIB (peHIUIaJIaHIHY B Kparli KpoOBi,
B3STOI 3 TI'ATH HOBOHAPO/KEHOI IUTHHU (TecT [ aThpi)

(puc. 2).

b

Pucynok 2 — AHaJti3 KpoBi HeMOBJISATH Ha (eHiITKeTOHYPiI0

Uepes 1 roawHy Tmicis TOMYBaHHS —CIHeIiaTbHUI
nanepoBuil OJaHK MPOCOUYYIOTh KaMUIIPHOIO KPOB'10. Y TOMY
pasi, SKI0O B 3pa3Ky KpOBI KOHIIEHTpallis (eHutanaHiny
nepesuiye 2,2 wmr%, TakKy [AUTHHY HampaBislOTb Ha
NO0O0OCTEXEHHS, OrJsi[ Ta YTOYHEHHS [1arHO3y B MEIUKO-
reHeTuuHuil nentp. Y mpomy Tecti @KV miarBepKyeTbes
MOsIBOI0  OakTepiid, IO  POCTYTh  HABKOJO  BHUCOKHX
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KOHIIEHTpalild (eHinananiHy B Kpamii KpoBi. ICHYIOTh Taki
CrocoOu TIarHOCTUKHM (DEHUIKETOHYPIi: BHUSABICHHS B cedi
Mairoka (DEHITKETOHIB IIEe B TOJOTOBOMY OYAMHKY abo X
BU3HAUEHHS iX Y KpOBI Ta cedl JOpPOCIUX JIoJe 3a
BIJIMOBITHOI KJIIHIYHOT CUMITOMATHUKHU. J[JIsl 1IbOrO MpPOBOISATH
TECT Ha TOJICPAHTHICTh A0 (eHITalaHiHy: JIIOAUHA BUITUBAE
10 r po3unHy (eHiNaNaHiHy, a Yepe3 JCeIKUi Yac BU3HAYAIOTh
KUIBKICTh YTBOPEHOTO B KpPOBI THUPO3UHY. SIKIIO MOKa3HUKH
cTaHoBIATh 9—10 rpamiB, Taka JIIOJMHA HOCIEM (EHITKETOHYPIT
He e. llamientu ®KY 1neMOHCTpYIOTh BHUCOKUH piBEHBb
(eHinananiny Ta HU3bKHIA PiBEHb THPO3UHY B KPOBI.

JlikyBanHs

JlixyBanuss DKV pekoMeHIyeTbCS MITAM, B SKUX
JIarHOCTYIOTh piBeHb (eHinanaHiny B kpoBi 7—10 mr/mn abo
O1TbIIIe BIPOAOBK JACKUTBKOX JHIB ITiIPS/.

HietnyHa Tepamis € HAWUMOMIMPEHIMIOWw (OPMOIO
nmikyBaHHs mnauieHTiB 13 ®OKY. ®@eninananin (akTuuHO €
HE3aMIHHOIO aMiHOKHCIOTO. JlieTn 3abe3medyroTh yxke
HEBEJIMKY KUIBKICTh ()eHUIaNaHiHy Ta OUTbIIY KUIBKICTh 1HIIUX
aMIHOKHCIIOT, BKJIIOYAIO4YM TUPO3UH. KilbKicTh AOMYCTUMOro
(deH1nanaHiHy MOX€E TPOXH MIABUIYBATHUCS, KOJIU TUTUHA CTa€
crapmoro. Jietn 3 @KV MICTATh yci NOXKUBHI PEYOBUHH, SIKI
3a3BUYail MOTPIOHI A TapHOTO 30pOB’S Ta HOPMAJILHOTO
pocty  (ByrJieBOIM, OJKUpH, BITaMiHM Ta  MiHEpain).
3a00pOHSIOTHCS TIPOJYKTH 3 BUCOKUM yMICTOM OLKa, Takl SIK
M’sico, puba, Kypka, sils, ropixu, 000M, MOIOKO Ta IHIII
MOJIOYHI TPOAYKTH. JlOMyCKaeThcs HEBENMKAa KITBKICTh
O11KOBOi X1 (3€pHO Ta KapTOIUIsA) 1 MPOAYKTIB 13 HU3BKUM
yMmicToM Oinka (fesiki pyKTH Ta OBOYl, MIETUYHMHA XJi0 1
MakapoHHI BHpOOM). BukirouaroTh IyKOp, SK 3aMiHy
BUKOPHUCTOBYIOTh JIETUYHY COAY, IO MICTUTh INTYyYHHH
M17COJIO/IKYBay acrapTam.

AHai3u KpoBi NOTPIOHO TPOBOAUTH PaHO BPaHIIi, KOJIU
piBeHb (eHinanaHiHy € HaiBumuM. Yci mamieHtn 3 OKY
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MOBHMHHI JIOJIEPKYBAaTHCS CYBOPOi KOHTPOJILOBAHOI JI€TH BCE
KUTTA.

MenvkaMeHTO3Ha Tepamiss — Kyeau (CampoONTEepHH
IUTIAPOXJIOpUA), HepuMi  mpemapar, 10  JOIOMarae
perymoBatn @OKYVY. Ilpenapar crpusie 3HUKCHHIO pIBHS
(deninananiny B KpoBi y oci6 i3 @KV, 3011b11yt0un aKTUBHICTh
depmenty ¢eninananin-4-rigpokcunasu. KyBan edekTuBHMIA
Jumie Uit oci0, Kl MaroTh JCSKY aKTHUBHICTH (heHlIanaHiH-4-
rizpokcnnazu. OcoOu, siKi MPUUMAIOTh IIeH Mpermapar, MOBHHHI
IIPOJOBXKYBATH JI0JIePAKYBaTHCS aieru, oOMesKeHOi
(beHinananinoM, i MPOBOANUTH aHAJI3M KPOBI JJIsl BUMIPIOBaHHS
piBHA (heHinanaHiny.

[Mamientu 3 @KV, sKi 0A€pKYIOTh PaHHIO 1 TOCTIIOBHY
JIETUYHY Teparilo, MOXYTb PO3BHUHYTH JOCUTb HOPMAJIbHY
NICUXIYHY 3/IaTHICTh Y MeXax MPUOIM3HO I’SATH To4oK IQ ix
3I0POBUX OJHOJITKIB. JIJIS TIOpIBHSHHS. TallieHTH 0Oe3
nikyBanHsi DKV 3a3Buuait MaroTh nokazHuku [Q HUXK4YE Bif
50.

IIporuos

OKY — HeBWIIKOBHE 3aXBOPIOBAHHA, aje paHHs
TIarHOCTUKAa HOBOHAPOKEHUX, pETEIbHUIA KOHTPOJIb Ta
TPUBAJIMM TEPMIH XapdyyBaHHS MOXXYTb 3alOO0IrTH pPO3BUTKY
CEepHO3HOI TMCUXIYHOI HE3/IaTHOCTI Ta JOMOMOTTH TMalliEHTaM
OKYVY Ut HOpMaATBbHUM, 3JOPOBUM 1 JIOBI'UM >KUTTSIM.

IIpodinakTuka

baTpku MOXXYTh IPOBECTH T€HETHUHY E€KCIIEPTU3Y, 11100
OOYMCIUTH WMOBIPHICTh HAPOKCHHS JUTHHU 3  IIEI0
MATOJIOTIENO.

Jlns  AlarHOCTHKM 3aXBOPIOBAHHS Ha JOKJIIHIYHOMY
piBHI BHKOPHCTOBYIOTH IIPOTpaMy MAacOBOT0 OOCTEKEHHS
HOBOHAPO/DKEHUX JiTed y TmojoroBux OyauHkax. Bona
IPYHTYETbCS Ha BHUSBJICHHI B KpOBI 30UIBLIEHOTO piBHSA
(deHinanaHiny.
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Jly’)ke BakKIMBa paHHS JIiarHOCTUKA (EHUIKETOHYPIi,
OCKUTBKY JIIKYBaHHS 3aXBOPIOBAHHS 3 HAPO/DKEHHS MOBHICTIO
Horo Kymipye, i MaJIIOK BHPOCTE 3I0POBUM. be3 BiAMOBITHOTO
JIKyBaHHS XBOpoOa TIOCHJIIOETBCA 3 BIKOM, IOCTIHHO
HAKOMHUYYIOThCS TOKCHYHI PEYOBHHM, 3 OPraHi3My X BOHH
BUBOJATHCA B MIHIMAJIBHIA KUJIBKOCTI.

2.3. 'omouucTHHYpist

Fomomuctunypist ommcana B 1962 p. Kapcenom i
Heitnom. TepmiH «TOMOLMCTUHYpIS» HACIpaBAl € OINUCOM
OloxiMiuHOi  aHOMaiii, Xo4ya 0araTo XTO  Ha3UBA€
TOMOITUCTHHYPIIO XBOPOOOI0. ['OMOIMCTHHYPIST BUSBISETHCS
MIIBUIIICHUMH PIBHAIMHU TOMOIUCTEIHY B cedi. Lle Moxke Oyt
CIPUYMHCHE PI3HUMH OlOXIMIYHMMHM aHOMANISIMH, 1 € BiCiM
PI3HHX 3MiH I'€HiB, fKi, SK BiJJOMO, 3yMOBIIIOIOTh BUJIUICHHS 3
HAJTO BEJIUKUM YMICTOM FOMOIIMCTEIHY B CEYi.

ETtionarorenes

['omorucTuHypist 00yMOBIIEHa ayTOCOMHO-PELIECUBHUM
TUTIOM YCTagKyBaHHA. Ha chOronmHi BiIOMO YOTHPH THITH
MeTabOMIYHUX TOPYIIEHb, M0 MOXYTh OYyTH OCHOBOIO
MaToyiorii, y 3B’S3Ky 3 MMM BHUIUISIOTH Taki O10XiMIYHI
BapiaHTH 3aXBOPIOBAHHS:

— eomoyucmunypito I — 06yMoBIIeHa BIJICYTHICTIO ab0
3HIDKCHHSIM ~ aKTHBHOCTI ~ (pepMEHTy LHUCTIOHIH-D-cuHTa3m
(kacuyHa TOMOLUCTUHYPISA);

— eomoyucmunypito II — oOyMOBIE€Ha BiJCYTHICTIO
a0o 3HmkeHHAM aktuBHOCTI  Qepmenty N5,  N10-
METHJICHTETpariipodonaTpeaykrasu;

— eomoyucmunypito Il — 00yMOBIE€HA HHU3BKOIO
akTUBHICTIO (hepmenTy NS-meTunenrerparigpodonarty;

—  eomoyucmunypito IV — oOyMOBIE€Ha BIJACYTHICTIO
abo 3HMKEHHSM aKTUBHOCTI bepmeHTy
TOMOIIMCTETHTPAHCMETHIIA3H, BUKJIMKAQHUMUA nedexTom
CHHTE3y METHJIKOOaIaMiHy.
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Haiiimomimoro 1 HAUNOMIMPEHINIO  MPHYUHOIO
TOMOLIUCTHHYPIi €  BIJCYTHICTh  LUCTATiIOHIH-D-CHHTa3M
(«kacMiyHa  TOMOLIMCTHHYPIis», CIPHYMHEHA AediluToM
[UCTATIOHIH-CUHTETa3M).

BesnocepenHi mMaTOreHEeTHUYHI MEXaHI3MHU TMATOJIOTIT
MOB’s3aHI 3  TOPYIICHHAM  MeTaboii3My  He3aMiHHOI
aMIHOKHUCIJIOTH METIOHIHY. Mertabomiuni npolecu
KOHTPOJIIOIOTbCS ~ ()epMEHTaMH, TMpPH  IHAKTHBAIll  SKHUX
BiIOYyBa€ThCS CH3UMATUYHMKA OJOK: Yy KpOBI 1 TKaHMHAX
HAKOMUYYEThCSI MPOMDKHUN MPOAYKT OOMIHY METIOHIHY —
TOMOLIMCTHH, II0 BUBOJUTHCS 13 CEUEI0; NMPU IIbOMY TaKOX
3MEHIIYETbCA BMICT LHUCTAaTIOHIHY ¥ HIMCTUHY. MOXXIUBOIO
MPUYMHOIO TIOPYIIEHHS METabOoJIIYHOTO NUIAXY TaKOXK MOXKeE
CIIy>kKMTH TinoBiTamino3 B6 1 B12, a Takox ¢oie€Boi KUCIOTH.

lomornuctein OGepe ydacTh y KaTaOoii3Mi METIOHIHY.
MeTiOHIH € HE3aMIHHOK aMIHOKHUCJIOTO. METIOHIH IT0OXOAUTh
3 mgieTHYHOro Oinka. 3a3Buyail  KUIBKICTH CIIOKHBAHOTO
METIOHIHY Ounblia, HiDX mnoTpeda opra”izmy. Hanmipauii
METIOHIH TIEPETBOPIOETHCSI HA TOMOIIMCTEIH, SIKUA TOTIM
MeTabomi3yeTbcss B IMCTATIOHIH, a IMMCTATIOHIH TMOTIM
MIEPETBOPIOETHCS HAa HUCTEH. L{ucTeiH BUALIAETHCS 3 cedero.
[lepeTBOpeHHs TOMONMCTEIHY Ha IUCTATIOHIH b-CHHTa3M
BUMarae BiTaMiHy Bg (mipugokcus). SIKmo 1ucTaTioHiH
b-cuHTa3M BiACYTHIN, TO TOMOILUCTETH HE MOXKE OYTH PO3OHUTHIA
Ha LUCTAaTIOH 1 LHKCTEIH, a 3aMICTh LBOTO HAKOMHYYETHCS
TOMOLIMCTETH, MiJBUILEHUH piBEHb TOMOIIUCTEIHY Ta METIOHIHY
MOKHa BUSBUTU B KpoBi. [ligBuieHuil piBeHb TOMOLIUCTEIHY
NPU3BOJUTH O PO3BUTKY 3aXBOPIOBAHHS, SKIIO HOTO He
JIKYBaTH, TO BiH HETaTUBHO BIUIMBAE Ha MHOXMHHI CHUCTEMH,
BKJIIOYAIOUM LEHTPAIbHY HEPBOBY CUCTEMY, O4Yi, CKeJeT 1
CYAMHHY CUCTEMY.

Knacuyna ~ roMOUUCTHHYpiSs ~ Ma€  ayTOCOMHO-
peliecuBHUIl  THO ~ ycmaakyBaHHSA.  BceecBiTHS — yactoTa
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iHpikyBaHHA o0ci0 Ha agedimUT UUCTaTIOHIH-D-cuHTa3M
cranoButh 1 Ha 350 000.

Kuiniuni o3Hakn

[IposiBu roMoLMCTUHYPIT HAPOCTAIOTHh NOCTYNOBO. JliTH
HapODKYIOThCA 0e3 Oyab-akuX crnenu(iqHuX BiIXHICHb.
YOpoaoBx Nepuioro poKy JKUTTS PO3BUBAETHCA IOMIPHO
BUpaxkeHa rinorpogis. Cnpobu yCcyHyTH BifcTaBaHHS y Ba3l Ta
pPOCTI 3a paxyHOK JOJaTKOBOI'O BBEJCHHS JI0 paIlioHy Oiaka y
Burisigl  kedipy abo cupy nmmie MOCWIIOIOTH —Iepedir
3aXBOPIOBAHHS: 3pocTae AepiUT Mach Tila, MOPYIIYEThCS
COH, JTUTHHA CTa€ JPATIBIMBOIO 1 TUIAKCHBOIO, BiJ3HAYAIOTH
MI3HIIIE 3aKPHUTTS TiM SYOK, jaedopMallii KiHIIIBOK, 3aTpUMKa
MICUXOMOTOPHOTO PO3BUTKY.

3a3BuYail ACKpaBO BUpaKeHA KJIIHIKA TOMOIIMCTUHYPIi
PO3BHBAETHCS BIPOAOBXK mepmux 10 pOKiB KUTTA, MpOTe
4acTo [JiarHO3 CTa€ OYEBUAHHM YK€ B PAHHHOMY IUTSIYOMY
BIIII.

[Topy1ieHHs1 OITOPHO-PYXOBOTO anapary:

— oco0M BHUCOKI Ta XyIOli 3 BHUTOHYEHHSM Ta
MIOJIOBKEHHSIM KICTOK;

— JIOBTe BY3bKe O0JIMYus;

— BHUCOKE apoyHe MiHeOiHHs (TOTHYHE MiAHEOIHH);

— KuienozioHa negopmaris TpyIHOi KIITKH,

— BUKPHUBJICHHS FOMLJIOK;

— JIOBTi Ta Xy/Ii NaJblli (apaXHOJAKTUIIS);

— Kkiockomios;

— pectus excavatum abo pectus carinatum;

— OCTEONopo3;

— JKOPCTKI cyrnodu;

— TUIOCKOCTOTICTb.

OuH1 CUMIITOMU:

— KOpPOTKO30pICTh;

— TIJBUBHX KPHIITAINAKA,;

— TPEeMTiHHS pallayXKu (ipUIOJ0HE3);
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—  acTUTMaTHu3M,

— TJIayKoMa,

— KaTapakTa,

— BiAIIapyBaHHS CITKIBKH,

— arpodis 30pOBUX HEPBIB;

— PpO3yMOBa BiJICTAICTh;

— IOpYILEHHS M SI30BOr0 TOHYCY;

— TINepKiHEe3H;

— CYIOMHUH CHHJIPOM;

— TOpYILIEHHS MOBEIIHKH,

— TcuxiuHi mpo0ieMu (Iemnpecis, XpOoHiuHI MPoOIeMH
MOBEIIHKH, XPOHIYHI OOCECHMBHO-KOMITYJIBCUBHI PO3JIagul Ta
MOPYILEHHS 0COOUCTOCTI);

— wMaiibke 50 % XBOpHX MarOTh apTepiaabHi TpoMOO3HU
(oxmro3ii  mepeOpanbHHUX,  KOPOHApHUX,  HHUPKOBUX 1
nepuepruuHUX CYIHH, @ TAKOX BEHO3HI TPOMOO3H).

Haii6inpmr yacToro NPUYMHOIO CMEPTi, CIPUYUHEHOT
neilUTOM IMCTaTiOHIH-D-CHHTa3W, € 3TYCTKH KpPOBi, IO
YTBOPIOIOTHCSI y BEHaX 1 aprepisx (TpomOoemOoiii), emOo0mil
JIETCHIB Ta 1HCYJABTU. Y CKIaTHEHHAM Ie(iluTy UcTaTioHiH-b-
CHHTA3H € TSHKKUH MepeIIacHIi aTepoCKIepo3.

JiarHocTuka

Jebimur  1mcraTioHiH-D-CHHTa3M  JIIarHOCTYETHCS
HOBOHAPOJ/KEHUM CKPHHIHIOM: MiJABUILECHUNA PIBEHb METIOHIHY
B KpoBl. CKpUHIHI NpOBOJATH NUIAXOM 30MpaHHS KpOBI 3
I’SITKK AUTUHM 10 BUIIMCYBAHHS 3 IOJIOTOBOTO OYJMHKY, ajie
MpUHaWMHI yepe3 24 roJuHM Micis HApoJKEHHs. SIKIo piBHI
NiZBHUILIEHI, TO BHUKOHYIOTH TECTYBaHHS IS TEPEBIpKH
JiarHo3y. SIKIo He BU3HAUEHO MiJBUIIECHUN PIBEHb METIOHIHY
IpU CKPUHIHTY HOBOHAPOKEHHUX, JIarHOCTUKY IPOBOASTH
LUIIXOM BHSIBIICHHS HU3bKUX PIBHIB UCTETHY B KPOBI1 Ta Cevi.

[TamieHTH 3 MiIO3pOI0 Ha TOMOIMCTUHYPIIO MOBUHHI
HATPaBJISITACS /10 MEOUYHOTO TeHEeTHKa IS aHaji3y
TCHEAIOTIYHHUX JTAaHUX 1 MPOBEJCHHS MOJEKYISIPHO-T€HETHYHOT
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JMIarHOCTHKHU.  JlilarHO3  BCTAHOBIIIOIOTH 33  JIOTIOMOTOO
010XIMI4HOT'O JIOCJIIKEHHSA KpOBI Ta  ceui: npu
TOMOLIMCTHHYpIi B cedui, Mja3Mi KpOBi, JIKBOpPI BUSBIISIOTH
3HAQYHY KIJBKICTh TOMOLMCTHHY, MIABUIICHHS  BMICTY
METIOHIHY NIPY 3HWKEHOMY piBHI IUCTHHY. B GlonTaTtax mkipu
1 IEYIHKH BUSABJISIOTH crieluiyHui (hepMEHTATUBHHM 1e(PEKT.

Pentrenonoriune IOCHi/pKeHHS TpyO4acTUX KICTOK 1
XpeOTa BUSBISIE CHCTEMHHH OCTEONoOpo3. 3a JIOMOMOTO0
enekTpoeHedanorpadii PEECTPYIOTH MOPYIICHHS
010€JeKTpUYHOI  aKTMBHOCTI  TOJIOBHOTO  MO3KY, 1HOII
MapoKCU3MaIbHOTO Xapakrepy. Koncynpramist odraapmornora
J03BOJISIE  TIATBEPIUTH XapakTepHi JUIsl TOMOLMCTHHYPIi
mopyiieHHss 3 OOKy 30poBOi cucteMu. Tako XBOpi MJIiTH
NoTPeOyIOTh CIIOCTEPEKCHHS 1 OI[IHIOBAHHS PO3BUTKY 3 OOKY
nejiaTpa, HeBpoJiora, opromnena, ncuxiatpa. Judepenmansay
JIarHOCTUKY TOMOLUCTUHYpIl 3A1MCHIOIOTH 13 CHHIPOMOM
Mapdana, HaCJIIKaMU pos10BOL TpaBMHU 1
BHYTPIIIHBOYTPOOHUMH 1H(EKLIIMH, IHITMMUA €H3UMOMNATISIMH.

2.4. MykoBicuua03 (kicto3uuii ¢piopo3)

MyxoBicinao3  (kicto3Huit  ¢i6po3) — cucTeMHe
CMAJKOBE 3aXBOPIOBaHHA, LI0 OOYMOBJEHE MYTAll€l0 TI'eHa
TpaHCMEMOPaHHOTO peryisitopa MYKOBICITUI03Y 1

XapaKTepU3yeThCSl YpaXKEHHSM 3aJI03 30BHILIHBOT CEKpellii,
TSOKKUMM  TIOPYIIEHHSAMU  (YHKIIA OpraHiB JHUXaHHS 1
[ITYHKOBO-KHUIIIKOBOT'O TPAaKTy. MyxkoBiciu103
YCIIaJKOBYEThCS 32  ayTOCOMHO-PEIECHBHUM  THIIOM i3
BHCOKOI0 yactotoro nomyssmii (Bix 1:1 000 go 1:3 500 cepen
HOBOHApO/DKeHHX). Yactota  mepenaBadiB  T'€TEPO3UTOT
CTaHOBHTH 5 % 1 BuIe. [ 'eH MyKoBiCIIMI03Y 3HAXOAUTHCS B 7-i
xpomocomi 1 HaszuBaeThcsi CFTR. Icnye monag 500 Bimommx
3MiH y reHi CFTR, 1110 MOXyTb CIpUUMHATH KicTO3HUH (Hi0po3.
Omnak 70 % ycix moaei 13 HeHopmanbHUM reHoM CFTR
MaloTh OJIMH 1 TOM camuii AedexT, Bimomuil sk nenpra-F508.
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bimok CFTR pomomarae BupoOnsité cim3. MrOKyc — Iie
CKJIaJ{HA CYMIII COJICH, BOJM, IYKPiB Ta OUIKIB, IO OYHIIAE,
3Mally€e ¥ BUKOHYE 3aXHCHY (YKIIIO B OpraHi3mi (JIETeHsAX Ta
MIITUTYHKOBIN 3a51031). MyKOBICIIM/I03 BIUIMBAE€ Ha 3aTHICTh
Oprafi3aMy TpPaHCIOPTYBaTH CuUTb 1 BOAYy 10 KIITHHU Ta
BUXOJIMUTH 3 HEl.

Kicro3umii iOpo3 B ocHOBHOMY ypaxae oci® Oijoro
MIBHIYHOEBPOMEHCHKOTO MOXOIKEHHS.

Sxro 000€ 6aTHKIB T€TEPO3UTOTHI i HOCIi MyTOBaHOTO
reHa, TO PU3UK HApOKEHHS XBOPOi HA MYKOBICHIU03 IUTUHU
craHoBUTE 25 %. 3a [gaHUMH  OOCIHIHKEHb, YacToTa
reTepO3UrOTHOTO HOCIMCTBA MATOJOTIYHOTO TeHa J0PiBHIOE 2—
5 %.

IlaTorenes

InentudikoBano Omuzpko 1 000 myTtamiii reHa
MyKoBicia03y. Hacmigkom Myrtamii reHa € MOPYIICHHS
CTpyKTypu Ta (yHKuii Oinka, 1[0 OjAepkKaB Ha3By
TpaHCMEMOpaHHOTro  peryistopa MmykoBicuuaosy (TPM).
Hacninkamu 1poro € 3ryIieHHs CEKpeTiB 3aji03 30BHIIIHBOI
CeKpelii, yrpyAHEHHs eBakyallii cekpeTy 1 3MiHa ioro ¢izuxo-
XIMIYHUX BJIACTUBOCTEH, IO 31 CBOro OOKYy OOYMOBIIOE
KJIIHIYHY KapTUHY 3aXBOPIOBaHHA. 3MIHM B MiALUTYHKOBIN
3aJ03i, OpraHax JIHMXaHHsS, [UTyHKOBO-KHIIKOBOMY TpaKTi
PEECTPYIOTHCS BJKE€ Yy BHYTPIIIHBOYTPOOHOMY HEPIoJi 1 3 BIKOM
MalieHTa HEyXWIbHO HApOCTaloTh. BUUIEHHS B A3KOro0
CEKpeTy €K30KPUHHUMH 3aJI03aMH MPU3BOAUTH 10 YTPYJHEHHS
BIJITOKY 1 3aCTOI0 3 NOJANbIIMM PO3IIMPEHHSM BHBIIHUX
MPOTOK 3alio3, aTpodicro 3a103UCTOI TKAHWHUA 1 PO3BUTKOM
nporpecyrodoro ¢iopo3y. AKTUBHICTh ()EPMEHTIB KHUIICYHUKY
1 WANITYHKOBOI  3alo3u  3HayHO 3HIbkeHa. llopsg i3
(dbopMyBaHHSIM CKJIEpO3y B OpraHax Mae€ MICIle TOPYIICHHS
¢bynkuid  ¢idbpodnactiB. YcrtaHoBneHo, mo (idpobmactu
XBOpUX Ha MYKOBICHUAO3 MPOAYKYIOTh IHJIIapHUN QaxTop,
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abo M-dakTop, SKMH Mae aHTUIWIIApHY aKTUBHICTh —
MOPyIIye poOOTY BIHOK €MITENII0.

Ha mnei w4ac po3risaaerbcss MOXIIMBA y4acTb Yy
PO3BHUTKY IMATOJOTIi JETeHb y pa3i MYKOBICIHI03Yy T'€HIB, IO
BIJINOBIAIOTh 32 (OpMyBaHHsS IMYHHOI BigNOBiJi (30Kpema,
reniB inTepneiikiny-4 (IL-4) ta #oro perenropiB), a TaKoX
TeHIB, 110 KOAYIOTh cuHTe3 okcuy a3oTy (NO) B opranizmi.

Kuiniuni o3Haku

HaiiGinpmr ~ cepiio3Hi  HACHIAKKM  MYKOBICITHIO3Y
BUSIBIISIOTBCSL B IIJTYHKOBO-KUIIKOBIM CHUCTEMI, JUXalbHUX
HUISXax, MOTOBUX 3aJI03aX Ta YOJIOBIUiNA penykiii. Cummromu
PO3BHUBAIOTHCS MOCTYIOBO.

OcHOBHUMH (pOPMaMHU 32aXBOPIOBAHHS €:

1. [IlepeBaxxno JereHeBa (Qopma (pecrmipaTropHa,
OpOHXOJICreHEeBa).

2. IlepeBaxHO KHMILKOBa Gopma.

3. 3mimana ¢popMa 3 OAHOYACHUM YPa)K€HHSAM HUTYHKO-
BO-KHMILIKOBOT'O TPAKTY 1 OPraHiB AUXaHHS.

4. MekoH1€Ba HEMPOX1/IHICTh KUIIEUHUKY.

5. AtunoBi # crepti (opmu (HaOpsIKOBO-aHEMIUHA,
LIUPOTUYHA Ta 1H.).

Pecnipamopna popma

[lepmmvu  cumntomamMu  OpoHXoJereHeBol  popmu
MYKOBICIU/I03y € MIISBICTh, OJIJIICTh IIKIPHUX TOKPUBIB,
HEeJ0CTaTHE 30UIBLICHHS MAacH Tija NP 3aJOBUIBHOMY aIleTUTI.
VY neskux BHUINaAKax (TSOHKKUH mepe0ir) i3 mepiux JHIB KUTTA
Yy XBOpPOTO 3 SIBISIETHCS TOKAILIIOBAHHS, MIO ITOCTYIIOBO
MOCWJIIOETBCS W HabMpae KalUTIOKOMOAIOHOTO —XapakTepy.
Kamens cympoBOIKYETHCSI BUAUICHHSIM T'yCTOTO XapKOTHHHS,
0 MpH HallapyBaHHI OakTepianbHOI (JIOpPU CTa€ 3roJoM
CIIU3UCTO-THIMHUM.

[TinBumena  B’S3KICTh ~ OpOHXIaJBbHOTO  CEKPETY
MPU3BOANUTH J0 PO3BUTKY MYKOCTa3zy 1 3aKyNOpeHHS JpiOHHUX
OpoHXiB Ta OpOHX10JI, IO CIIPHSIE PO3BUTKY eM]izeMu, a B pasi
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MOBHOT'O 3aKyMOpPEHHsI OpOHXIB — (POPMYBaHHS aTeleKTa3iB. Y
JiTel paHHBOrO BIKY Y TMAaTOJIOTIYHUN MPOLEC ILIBUIKO
BTATYETHCS MapeHXiMa JIereHi, M0 MPU3BOJUTH 10 PO3BUTKY
TSKKOI, 3aTSDKHOT MMHEBMOHIT 31 CXMIIBHICTIO J10 aOclieTyBaHHSI.
YpakeHHSs JIeTEHb 3aBXK/IHU JBOOIUHE.

Ilix 4ac 00’eKTUBHOrO OOCTEXEHHS BIiA3HAYAKOTHCS
BOJIOT1 APIOHO- Ta CPEIHBOITYXHUPUYACTI XPUITH, a TIPU HEepKyCii
BHUCJIYXOBYETHCSI KOPOOKOBUH BIATIHOK 3BYKY. ¥ XBOPHX MOXKeE
PO3BHHYTHCS TOKCHKO3 1 HaBiTh KIiHIKa MIOKy Ha (oHi
3aXBOPIOBaHb, 110 MPOXOJATh 3 BUCOKOIO TEMIIEPAaTypolo Tija,
a00 B CIIEKOTHY MOPY POKY 32 3HAYHOI BTPATH HATPIIO 1 XJIOpYy
3 nmotoM. Hagani mHeBMOHIsS HaOupae XpOHIYHOIO Iepeoiry,
(hOpPMYIOTBCS TTHEBMOCKJIEPO3 1 OpOHXOCKTa3W, BUHUKAIOTH
CUMIITOMH <«JIETEHEBOTO  CeplLs», JIereHeBa 1 ceplesa
HE/IOCTATHICTb.

VY KIiHIYHIA KapTUHI [puBepTae a0 cede ypary
30BHINIHIA BUTJISAI XBOPOTO: OJliga IIKipa i3 3eMIUCTHM
BIJITIHKOM, aKpOI[iaHO3, 3aralbHHUM 111aH03, 33JHIIKA B CIIOKOT,
6oukomnoiona Gopma rpynHOi KIITKH, nedopmarii TpyTHHHA
32 TUIOM «KJIMHOMOAIOHOI» M nedopmanii KiHIEBUX (anaHr
NalbIliB 3a THIOM «0apabaHHUX namTudok» (puc. 3),
OOMEXEHHsI PYXOBOi aKTUBHOCTI, 3HWKEHHS aleTUTy Ta
3MEHIIICHHS MaCH Tija.

Pucynok 3 — Cumnrom 6apadaHHHX NAJTUYOK
Ta FOAMHHUKOBHX cKeJIelb TPH MYKOBicIH1031
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Hewactumu ycKIIagHEHHSMH TIpH MYKOBICUMIO031 €
ITHEBMO- 1 MIOMTHEBMOTOPAKC, JiereHeBa KpoBoTeya. [Ipu Ou1bin
CIPUATIUBOMY TIepeOiry MyKOBICIIHIO3Y, IO CIIOCTEPIraeThes
B pasi Mmanidecralii 3aXBOpIOBaHHS B OUIBII CTaplIOMy Bill,
OpoHXOJIETEeHEeBA TaTOJIOTis BUSIBJISIETHCS MOBLTHHO
nmporpecyrourM  AeOpMIiBHUM  OpOHXITOM 13  TIOMIPHO
BUPAKEHUM ITHEBMOCKJIICPO30M.

Y pa3i TpuBamoro Imepediry 3axBOPIOBaHHS 0
MATOJIOTIYHOTO TPOLECY 3aly4aeThCs HOCOTJIIOTKA: CHHYCHT,
aZCHOIMHI BereTailii, MOJINM HOCA, XPOHIYHMHA TOH3WJIT.
PeHTreHosnoriuvae AOCTIKEHHS JIETCHIB MPH MYKOBICITUI031
JI03BOJISIE BUSIBUTH MOIIMPEHI epuOpoHXiabHi,
iHIIBTPaTUBHI, CKJICPOTUYHI 3MIHM W aTeleKkTasw Ha TIi
BupaxeHoi emdizemu. Ilpu Oponxorpadii Bim3HA4YAIOTH
HAsBHICTH KaIIenmoAiOHNX OpOHXOEKTa3iB, BIAXMIECHh OPOHXIB
1 3MEHILIEHHS KIbKOCTI APIOHUX po3raiykeHb, OpoHxu 3—6-ro
MOPSAJKIB MaloTh BUTIIAJ 4YOTOK. [Ipu OpoHXOCKOIIi Hepiako
BUSIBJISIIOTH HEBEJIMKY KIJIBKICTh I'yCTOTO B’SI3KOI'0 XapKOTHHHS,
PO3MIIIEHOTO Y BUIJISAAI HUTOK y IIPOCBITAX BETUKUX OpPOHXIB.
Mikpo6ioioriune JOCHiIKEHHSI XapKOTHHHS y XBOpPHX Ha
MYKOBICII/103 J03BOJISI€ BHUJILIUTH 30JO0TUCTHI CTa(1I0KOK,
reMopuibHy Ta  CHUHBOTHIMHY  namumuku.  HasBHicTb
CUHBOTHIMHOI NaJWYKX B MOKPOTHHHI € TPOTHOCTHYHO
HECTIPUATIUBOIO 03HAKOIO IS Malli€HTA.

Kuwixoesa ¢hopma

Kniniuna CUMIITOMAaTHKa KHILIKOBOT ¢dbopmu
0o0OyMOBJIEHA  CEKPETOPHOK  HEJOCTATHICTIO  IIITYHKOBO-
KHUIIKOBOTO TpakTy. IlopymienHs: ¢pepMeHTaTuBHOI aKTUBHOCTI
IUTYHKOBO-KHMILIKOBOT'O TPaKTy OCOOJIMBO YITKO BUpPaXKEHE
HicNsg TepeBe/leHHs] AUTUHU Ha IITy4yHE BUTOJOBYBAaHHS a0o
MPUKOPM 1 BHSBISETBCS HENOCTATHIM PpO3IIEIUICHHSIM Ta
BCMOKTYBAHHSIM OLJIKiB, KHPIB 1 MEHIIOIO MipOIO BYTJIEBOJIB.
Y  KHIIEYHUKY TIepeBaXalOTh THWIBHI  TPOIECH, IO
CYIPOBOJUKYIOTHCSI HAKOIWYEHHSM Ta3iB, sKI MPU3BOJAATH 10
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3IyTTS KMBOTa, 4acTuxX nedexaniii, momidexanii (1o0oBuii
00’eM KalloBHX Mac y 2—8 pa3iB MOXKE MEpPEBUIYBaTH BIKOBY
HopMmy). Ilicms Toro sk XBOpY Ha MYKOBICUMIO3 AWTUHY
MIOYMHAIOTh CAPKaTH Ha TOPIIMK, HEPIIKO BIJ3HAYAETHCS
BunaganHs npsmoi kumku (y 10-20 % xBopux). XBopi
CKapXaTbCsid Ha CyXICTb Yy pOTI, L0 OOYMOBIJIEHO BHCOKOIO
B’SI3KICTIO CIIMHU. XBOPi 3 BEIHKUM 3yCHIUISIM TMEPEKOBYIOThH
CyxXy 1Ky, a mijJ 4ac inu BKUBAIOTh 3HAYHY KUIBKICTh PITUHHU.
ATIeTuT y mepiii micsii 30epexeHnii a0o HaBITh ITiIBUINCHUH,
ajle BHACJIZIOK TMOPYILEHHS IPOLECIB TPaBJIECHHS y XBOPHX
MIBUJIKO  PO3BUBAIOTHCS  TiMOTpPo(is, MOJIITIMOBITAMIHO3.
M’s130BUii TOHYC 1 TYprop TKaHUH 3HMKEHI. XBOp1 CKapKaTbcs
Ha O Y )KMBOTI PI3HOTO XapakTepy: NepeiMonofiOHui — mpu
METEOpU3Mi, M’SI30BUH — TiCisg Hamaay Kauuio, Oulb y
mpaBoMy TiapeOep’i — 3a HAABHOCTI TPaBOILTYHOYKOBOL
HEJOCTaTHOCTI, OlIb Yy JMUISHII emiractpito oOyMOBIEHUMN
HEJOCTaTHbOIO  HEHTpami3ali€elo  NUIYHKOBOIO  COKY B
JBAHAALSTUIIATIN KU 32 3HMKEHOT CEeKpelii MiIUTyHKOBOIO
3a103010 O1KapOOHATIB.

[Topymenns HelTpamizamii IITYHKOBOTO COKY MOXeE
CTaTd  TPUYMHOK  PO3BUTKY  BHUPA3KOBOi  XBOpOOHM
JBaHAJIATUNANO] KUIIKM ab0 BHUPA3KOBOTO IpoOLECy B
TOHKOMY KHIIEYHUKY. YCKIaTHEHHSAMH KHIIKOBOI (OpMH
MYKOBICIU/1I03y MOXYTh OyTH BTOpPHMHHA JucaxapuiasHa
HEJOCTaTHICTb,  KUIIKOBAa  HEMPOXIJHICTh,  BTOPUHHUI
nienoHepUT 1 ceyokam’sHA XBOpoOa Ha T OOMIHHHUX
MOPYIIEHb, ITYKPOBUH ia0€T Mae JAaTeHTHUH mepedir mpu
ypaKEHHI 1HCYASPHOTO amapaTy MiAIUTYHKOBOI 3aJlo3H.
[Topymenns 01JIKOBOTO 0oOMiHYy MIPU3BOJIUTH 110
rimonpoTeinemii, MO CTa€ NPUYUHOIO PO3BUTKY B JESKUX
BUIIAJIKaxX Yy AITeH IPyIHOTO BiKy HAOPSIKOBOTO CUHIPOMY.

['emaromeranist (301UIbIIEHHS TIEUiHKH) OOyMOBJIEHA
xonectazoM. [Ipu OuriapHOMYy HUPO31 B KIIHIYHIA KapTHHI
MOJKHa CIIOCTEpIraTH OBTSHUIIO, CBEpOLX MIKIpU, O3HAKU
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MOpPTaNbHOI TinmepTensii, acuuT. L{upo3 mMediHKKM B JESKUX
XBOPHUX MOXE PO3BUHYTHUCSA 1 6€3 XosecTasy.

3miwmana opma

3mimana GopMa MyKOBICIIHI03Y € HAHOUIBII TSHKKOKO 1
BKJIIOYA€ KIIHIYHI CUMIITOMM SIK JIET€HEBOI, TaK 1 KHIIKOBOL
dbopmu. 3a3Buyail 13 MeEpPIIMX THKHIB JKATTS XBOPOTO
BiJ3HAYAIOTHCS TSDKKI IMOBTOPHI OpOHXITH 1 HHEBMOHII i3
3aTSDKHUM — Tiepe0irom, TIOCTIMHMA — Kallelb, KHUIIKOBHI
CHHIPOM Ta Pi3Ki posnamu xapuyBaHHA. KiliHiuHa KapTHHA
MYKOBICITU/103Y BiPI3HSAETHCS 3HAYHUM MoJiMOpdizMom, 110 i
BHU3HAa4Ya€ BapiaHTH mepediry 3axBOprOBaHHS. BigzHaueHo
3aNIeKHICTh TSHKKOCTI Mepediry MyKOBICHUAO3Y BiJ TEpMiHIB
MOSIBH TIEPIIMX CHMIITOMIB. YM MOJIOJIIIA AUTHHA 10 MOMEHTY
MaHidecTarii XBOpoOH, TUM TKYUK HOro rmepedir i Ourbmn
HECTIPUATIMBUN ~ TMPOTHO3.  YPaxoByOUH  MOdiMOp(hizm
KIIHIYHUX TPOSABIB MYKOBICHMIIO3Y, TSKKICTh Mepediry
MPUAHATO OIIHIOBATH 3J€OUTBIIOTO XapaKTepOM 1 CTYIEHEM
ypa)keHHs! OpPOHXOJIET€HEBOT CUCTEMH.

Mexkonieea nenpoxionicmeo

VY 3040 % XxBOpHX MYKOBICIIMI03 A1arHOCTOBAHO B
Mepill JHI )KUTTS y BUIVIAAI MEKOHIEBOI HempoxigHocTi. Lls
¢dopma 3axBOprOBaHHS OOYMOBJIEHA BiJICYTHICTIO TPHUIICHHY,
IO TPU3BOJUTH JI0 CKYITUYEHHS B METJIAX TOHKOTO KHUIICYHUKY
(HaifuacTilie B 1JIeOIeKaTbHIN MUISHIN) HIUIBHOTO, B S3KOTO 3a
KOHCHUCTEHIIIEI0 MEKOHISL.

VY 310pOBOTO HOBOHAPOKEHOT'O MEPLIOPIAHUN Kai
BIIXOAWTh Ha TEpIly, piAlme — Ha JApyry nao0y micis
HapOJKEHHA. Y XBOPOi JUTHHU BiJICYTHE BUIUIEHHS MEKOHIS.
Jlo apyroro mHS KUTTS JUTHHA CTAa€ HECTOKIHHOIO, >KHUBIT
pO31yTUH, BiA3HAYAIOTHCS 3pUTyBaHHSA 1 OJIOBaHHA 3
JTOMIIIKOI0 >KOBYl. Yepe3 1-2 mHI CTaH HOBOHAPOKEHOTO
MOTIPIIYEThCA: IIKIPHI MOKPUBH CTAIOTh CyX1 M 011, Ha MIKipi
JKUBOTA 3’ SIBISIETHCS BUPAXKEHUN CYAMHHUN MAIIFOHOK, TYpProp
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TKAQHUH 3HIDKEHHUH, 3aHENOKOEHHS 3MIHIOETHCS MIISBICTIO Ta
aJIMHaMi€l0, HAPOCTAIOTh CUMIITOMU 1HTOKCHKAIII] i €eKCHKO3Y.

[lin 49ac 00’€KTMBHOTO OOCTEXEHHS  TMali€HTa
BI/I3HAYAIOTHCS 3Q/IMIIKA 1 TaxiKap/is, MpH MEepKycii )KUBOTa —
THUMITAHIT, npu ayCKyJIbTaIlii NepucTaIbTHKA HE
MPOCIYXOBYeThCs. OrisiioBa peHTIeHOrpaMa OpraHiB YepeBHOL
MOPOKHUHU  JIO3BOJISIE  BUSIBUTH PO3AYTI TMETJII  TOHKOTO
KHUIIICYHUKY 1 CTIajIi BiIIIJIM B HUKHINA YaCTHHI )KHBOTA.

VYcKnagHeHHAM MEKOHIEBOI HEMPOXiTHOCTI MOXxe OyTh
nepdopaiiiss  KUIIEYHHUKY 3  PO3BUTKOM  MEKOHI€BOTO
nepuToHITYy. Hepiako Ha TJIi HENpOXiAHOCTI KUIICYHHKY Y
XBOpUX Ha MYKOBICHUI03 Ha 3—4-Ty 100OM JKUTTS JOJAETHCS
MMHEBMOHIS, 10 Mae 3aTsHKHUA — xapaktep.  Kumikosa
HEMPOXIJHICTh MOXE PO3BHUHYTHCS 1 B OUIBII MI3HHOMY Billl
XBOPOTO.

Ilomoei 3an03u

[ToroBuaineHHss  pscHille, HDK  3a3BUYaid, 1
BUMIPIOBaHHS COJIOHOCTI IOTa JIOJAWHU € HaWBaXIUBIIIUM
JTIarHOCTUYHUM TECTOM JUIsl MYKOBICIIUA03y. bimbmn craprri
IITH Ta JOpOCii 3 MYKOBICHUA030M KOMIEHCYIOTh IO
JIOIATKOBY BTPATy COJIi, BXKHBAIOUM OUIbIIE COJIOHOT iXKI.
HemoBnatra 1 ManeHbki JITH CTpPaXJalOTh BiJl HACIiIKiB
(rapsiua POCTpALLis). TennonpocTparis BlJI3HaU€Ha
neraprieto, cnaliCTIO, BTPaTOK  amneTuTy 1 TOBUHHA
pO3rIsAIaTUCS SIK HAA3BUYANHUM CTaH.

Hapooicysanicmp

JleB’stTHOCTO BICIM BIJACOTKIB YOJIOBIKIB 13 KICTO3HHM
¢$i0po30M € CTepWIBHUMH uepe3 MOBHY HEMpPOXiJTHICTH abo
BIJICYTHICTh TpPYOKH, sIKa Hece crepMy 3 s€4oK. BimpmiicTsb
KIHOK 13 KICTO3HUM (iOpPO30M € 3AaTHUMH HapoIKyBaTu. Y
XJIOITYUKIB Ta JIIBYAT CTATEBE JO3PIBAHHS 3aTPUMYETHCS Yepe3
HACJIIZIKA TIOT@HOTO XapyyBaHHS a00 XPOHIYHOI JiereHeBOi
1H(eKii.
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JiarHocTHKA

JliarHO3 ~ MyKOBICUMAO3y  BHU3HAYA€ThCS  JaHUMHU
KIIIHIYHUX Ta J1a00paTOpHUX METO/IB OOCTE)KEHHS NalieHTa. 3
METOI0 pPaHHbOI JIarHOCTHMKU MYKOBICIMI03 BXOIMUTH [0
nporpaMu OOCTEXKEHHS HOBOHAPO/DKEHHMX Ha CIAJKOBI Ta
YPOJIKEH1 3aXBOPIOBAHHSI. Jlocmi Ky Th piBEHB
IMYHOpPEaKTHBHOTO TPUIICHHY B CyXii miisiMi KpoBi. Y pasi
MMO3UTUBHOTO PE3YJIBTATy TECT MOBTOPIOIOTh Ha 21-28-i1 mHi
KHUTTA. Y pas3i TMOBTOPHOTO TIO3UTHUBHOTO PE3YJIbTaTy
IIPU3HAYAIOTh TOTOBUI TECT.

Jlyist BCTaHOBIIGHHS JTIarHO3y 3aXBOPIOBAaHHS HEOOXiTHA
HasIBHICTh YOTUPbOX OCHOBHUX KPUTEPIiB:

— XpPOHIYHOTO OPOHXOJIETEHEBOTO POIIECY;

— KHUIIIKOBOT'O CUHAPOMY;

— BUTIAKIB MYKOBICIT/I03Y B CHOCIB;

— MO3UTUBHUX PE3YJIbTATIB IOTOBOTO TECTY.

[Tit nyist mocimKeHHs 30UparoTh Micis eneKTpodope3y
3 mijoKapniHoM. MiHIMallbHA KiJBKICTh MOTY, HEOOXiTHA IS
oJiepKaHHsI JOCTOBIPHOTO pe3yJbTary, cTaHoBUTH 100 wr.
Pi3HMI MK TOKa3HMKaMM HaTpilo 1 XJopy B mpoOi He
noBUHHa nepeBuuryBatd 20 MMOJB/JI, B I1HIIOMY BHUIAAKY
JOCHIJKEHHsT TMOBTOpIOIOTh. [lpu BiampamboBaHili MeToauIl
JOTYCTUMO BU3HAYEHHS OAHOIO 3 10HIB. Y 30pOBUX JIiTEH
KOHIIGHTpALlil 10HIB HATpil0 1 XJOpY B MOTI HE MOBHHHA
nepeBuiryBatd 40 MMonb/n.  JI1aTHOCTUYHO JTOCTOBIPHUM
KpUTEpiEM MYKOBICIIMI03Y € BMICT 10HIB XJOpy Buuie Bif 60
MMOJB/T 1 HaTpito — Bume Big 70 wMmonws/n. s
HiATBEP/KEHHS J1arHO3y NOTpiOeH MO3UTHBHUN TPHUPA30BHIA
MOTOBUM  TECT 3 BMICTOM XJIOPUJIIB TOTy BHUIIE HIXK
60 MMmonb/71. BaxkinBe 3HaYEHHS B IIATHOCTHUIII MYKOBICIIHIO3Y
Ma€ KOIPOJIOTTYHE JTOCIIIKEHHS.

Y komporpami XBOpOTO Ha MYKOBICIIUI03 HAHOUIbII
XapaKTepHOIO O3HAKOIO € MiJIBUILEHUI yMICT HEUTPabHOTO
KHUpY, ajle MOXJIMBAa HAsABHICTH M SI30BHX  BOJIOKOH,
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KIIITKOBHHU Ta KPOXMAaJbHHUX 3€pEH, IO J03BOJISIE BUSHAYUTU
CTYHiHb IOpPYLIEHHA (EPMEHTATUBHOI AaKTUBHOCTI 3aJ103
[UTYHKOBO-KHMIIKOBOTO  TpakTy. Ilil KOHTpoieM JaHuX
KOIPOJIOTIYHOTO  JTOCIIKEHHS HPOBOJATh KOPEKIII0 03U
MaHKpEeaTHIHUX (HEePMEHTIB.

OpieHTOBHUMU METOAaMHU Ui J1arHOCTUKU
MYKOBICITU/IO3Y € BU3HAYCHHS TMPOTECOTITHYHOI AKTUBHOCTI
KaJly PEHTTE€HOJIOTIYHHUM TECTOM, AaKTUBHOCTI (PepMEHTIB
IILTYHKOBOI 3aJI03H B IyOJICHAILHOMY BMICTI, KOHIICHTpPAIIil
HATPIIO B HITTAX 1 CEKPETI CIMHHUX 3a7103. SIK CKpUHIHT-TECT y
nepiofi  HOBOHAPO/HKEHOCTI ~ BHUKOPHUCTOBYIOTH  METOJ
BHU3HAUEHHS MIJIBUIIEHOTO BMICTY anbOyMiHYy B MEKOHII —
MEKOHIATBbHHUHA TeCT (Y HOPMi BMICT anbOyMiHY HE TIEPEBUIIYE
20 mr Ha | r cyxoi macu).

Ocob6nmBe Micie B JIIarHOCTHUII 3aiiMa€e MOJIEKYJISIPHO-
reHeTuYHe TecTyBaHHsA. Ha mell yac 3a HasBHOCTI BiJJOMHUX
mytauii 'y redi CFTR nocrynni imentudikamii 65-75 %
XBOPMX Ha MYKOBICUMI03, IO HE Ja€ MOXIJIMBOCTI
BUKOPUCTOBYBAaTH JUIsl BepuQikallii A1arHO3y 3aXBOPIOBAHHS
JIMILE MOJIEKYJIIPHO-TEHETHUHE 00CTEKEHHS.

3aranbHi O3HAKM: BIACTaBaHHA y (PI3UYHOMY PO3BUTKY,
PEeLMIUBHI XpOHIYHI 3aXBOPIOBaHHS OPTaHiB JUXaHHS, MOJIIH
HOCA, XpPOHIYHUN TaliMOPUT, XPOHIYHUIM OPOHXIT, pEUANBHUN
MaHKpeaTUT, [AUXalbHAa HEJOCTaTHICTb, XPOHIUHI KOJITH,
XOJICIUCTUTH B POJINYIB.

Tlomosuti mecm: ionogopes i3 niiokapniuy.

[limBumenHst xjopuaiB Ourbiie HDK 60 MMONB/T —
HMOBIpHHMIA JTIarHO3.

Konuentpanis xiaopuaiB Outbimie Hixk 100 Mmons/a —
JOCTOBIPHHM JIIarHO3.

[Ipy 1poMy DpI3HHUIS IIOAO KOHIIEHTpAlil XJopy i
HaTpil0 He NmoBHMHHA mnepeBuiryBatd 8—10 mmons/n. [loToBuit
TECT JJI1 BCTAHOBJIEHHSI OCTATOYHOIO J[1arHO3Yy MOBUHEH OYTH
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NMO3UTHBHUM HE MEHIIe HDK Tpu pasu. llotoBy mpoOy
HEOOX1THO TPOBOJIUTH KOKHIN AUTHHI 3 XpOHIYHUM KaIllJIEM.

Ximompuncun 'y GUNOPOICHEHHI: mpoba  He
CTaH/IapTU30BaHa — HOPMATHUBHI 3HAYEHHSI PO3POOISIOTHCS B
KOHKpETHi# 1abopatopii.

BusnauenHs orcupnux xuciom y kani: B HOPMI MEHIIE
HiX 20 MMoOIb/neHb. MexoBi 3HadeHHS — 20—25 MMOIb/IeHb.
[Ipo6a mo3uTMBHA TpW 3HWKEHHI (QYHKII MAILTYHKOBOT
3aJ1031 He MeHIIe Hixk Ha 75 %.

JHK-pmiarnoctuka HaiOinem 4yTiuBa 1 creuudivHa.
[TomuikoBi pe3ynbratu oaepxytoTh y 0,5-3 % Bunankis.

[IpenaranbHa JIHK-pgiarnocruka: JIOCJIIKEHHSA
130€H3MMIB  TOHKOKHIIKOBOI  JIy’kHOT  (ocdarazu 3
HABKOJIOIUIIAHUX BOJ MOXIUBO 3 18—20-1r0 THIKHSA BariTHOCTI.
XWOHOTO3UTUBHI Ta XMOHOHEraTUBHI 3HAYEHHS OJEPXKYIOTh y
4 % BUMAJIKIB.

JlikyBanHs MmykoBicumnao3y (kKicrozHoro ¢iopo3y)

JlikyBaHHS MYKOBICLIM03y CUMIOTOMaTH4He. Bakmuse
3HAUEHHS Ma€ XapuyBaHHsA XxBoporo. JloOGoBuil Kamopax
noBuHeH Ha 10-30 % mepeBulyBaTH BIKOBY HOpPMY 3a
paxyHOK 3OLIbIIEHHS B palioHi OUIKOBOTO KOMIIOHEHTA.
[ToTpeOy B Oinkax 3aJ0BOJBHSIOTH Y)KMBAaHHSM B 1Ky M’sca,
pubu, sienp, cupy. CHoOXKHMBaHHS >KMPIB 3HAYHO OOMEKYIOTb.
MosxHa BHUKOPUCTOBYBATH >KMPH, IO CKJIAIy SKHX BXOMISThH
KHUPHI KUCJIOTHU 13 CEpPeHIM PO3MIPOM JIAHIIOTa, OCKUIBKH iX
3aCBO€HHS HE 3QJICKUTH BiJl aKTUBHOCTI JIMa3u MiANUTYHKOBOI
3aJ1031.

[Tpu nedinuTi nucaxapuga3z y TOHKOMY KHUIIEYHHUKY 3
palioHy BHKIIOYalOTh BIAMOBIAHI IyKpu (HalyacTie
JNaKTO3y). DKy XBOPUM 3aBKIM MiJCOJIOIOTH, OCOOIHBO Y
CIEKOTHY TMOpYy PpOKYy 1 B pa3l BHCOKOI TeMIepaTypH,
BpPaxoBYIOUM BEJMKI BTpaTH coyied i3 MOTOM. XBOpPOMY
3a0e3MeuyloTh BXKMBAaHHS JIOCTaTHHOI KUIBKOCTI piauHH. Jlo
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XapuyBaHHS MMOBMHHI BXOAMTH MPOAYKTH, IO MICTATH Oararto
BiTaMiHiB, (PPYKTOBI Ta OBOYEBi COKH, BEPIIKOBE MacCJIO.

B 000B’s3Kk0BOMY TOPSAIKY 3OIHCHIOIOTH KOPEKIIIIO
nopymeHoi  QyHKIii  TIAIUIYHKOBOI  3QJI03M  IUIIXOM
3aCTOCYBAaHHS TAaHKpeaTuHy abo KOMOIHOBaHUX IIperaparis,
10 MICTSTh TOPSJT 13 TAHKPEATHHOM 1HIII KUIIKOB1 (PEPMEHTH 1
JTNOTPOIHI peYOBHHHU (ITOJII3UM, TIAH3UHOPM, MEKca3a Ta iH.).
Jlo3y (epMeHTHHX mpenapariB MiAOMPaIOTh 1HAMBITYAIbHO,
OpIEHTYIOUHUCH Ha JIaH1 KOMPOJIOTTYHOTO JOCITIIKESHHS.

[TokasHMKamMM  ONTUMalbHOTO  MiXOOPY JAO03U €
HOpMaJlizallis ~ BHIIOPOKHEHHS 1  BIACYTHICTH y  Kaui
HelfTpanbHOro )upy. IlouaTkoBa no03a mpemapary CTaHOBHTH
2-3 r 3a 1 noOy. /o3y MOCTYIOBO MiJBUIIYIOTh JI0 TOSIBH
MO3UTUBHOTO edekTty. s po3piUKeHHSI CEeKPETIB IUTYHKOBO-
KHIIKOBOTO TPAKTY 1 MOMNIMIICHHS 1X BIATIKAHHS 3aCTOCOBYIOTH
alleTWILKCTETH y TabieTkax 1 rpaHyiax, 10 MOKa3aHO IpHU
X0JIeCTasl, B’S3KOMY AYOJACHAIBHOMY BMICTI, HEMOMJIMBOCTI
NPOBECTH 30HAYBaHHs. JIiKyBaHHS JIET€HEBOTO CHHIPOMY
nependadae KOMILIEKC 3aXO0/1B, CIPSIMOBAHUX Ha PO3PIIKEHHS
MOKpPOTHHHS 1 BUAaJeHHs Horo 3 OpoHXiB. I3 1i€0 MeToro
3aCTOCOBYIOTH (DI13MUHI, XIMI4HI Ta 1HCTPYMEHTAJbHI METOJIH.
MyKONITHYHY Tepamilo NPOBOJATH IOJAHS BIPOAOBXK YChOTO
KUTTS nanieHTa. EQeKTUBHICTD JIKyBaHHS MIABUILYETHCSA MIPU
napajeabHOMy BHKOPHCTaHHI aepo30ibHMX iHTamsmii, JIOK,
BiOpaliifHOro Macaxy, HOCTypalbHOIO ApeHaxy. KibpKicTb 1
TPUBATICTh 1HTAISLIA BU3HAYAIOTh TSKKICTIO CTaHY XBOPOTO.
Sk MyKOJIITUYHI MpenapaTé MO>KHa BUKOPUCTOBYBATH COJISTHO-
ayxHi cyminn (1-2 % conpoBHiA po34MH — XJIOpU 1 KapOOHAT
HaTpil0), OPOHXOIITHYHI MpenapaTH, alleTUIUCTEIH (Ha OJHY
iaramanito 2-3 ma 7-10 % posuuny), mynbMo3uM (JIopHA3a
anbda). IlocTypambHuii JIpeHaX MPOBOAATH  IIOPaHKY,
BiOparriitHuii Macax — He MeHIle HiX 3 pasu 3a 1 100y.

JlixyBanbHa OpOHXOCKOIIiS 3 IPOMHUBAaHHSIM OpOHXIB
AIeTHIIIUCTETHOM Ta 130TOHIYHUM PO3YHMHOM XJIOPUAY HATPIIO
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MOKa3aHa sIK eKCTpeHa MpoIeaypa B pas3i BIICYTHOCTI epeKkTy
BULIEONMCAaHOI  Tepamii. Y  mepiogu  3aroCTpeHHs
3aXBOPIOBAaHHS 32 HAsBHOCTI rOCTpOi MHEBMOHIi abo rocTpoi
pecmiipaTopHoi  BipycHO1 iH(]eKmii moKa3aHe 3acTOCyBaHHS
aHTHOaKTepiaNbHOI Teparii.

AHTHOaKTEpiaJIbHI  3ac00M BBOJATH MApEHTEPATBHO
(HAmMBCUHTETUYHI MEHINWIIHK, MeQaJOCTIOPUHN APYroro i
TPETHOTO IOKOJIiHb, aMIHOTJIIKO3UAM, XIHOJOHHW) 1 Y BUTJISII
aepo30yiB  (aMIHOTJIIKO3MIW: TEHTaMilWH, TOOpaMiluH).
BpaxoByroun CXHIBbHICTh MHEBMOHIA MpPU MYKOBICIHIO031 10
3aTSHKHOTO Tepediry, Kypce aHTHOIOTHKIB Ma€ CTAaHOBHTH HE
MEHIIIE OJJTHOT'O MicCsALs, a 1HOA1 i OlIblIe.

3a  TAOKKOTO TIepediry IMHEBMOHIT 3aCTOCOBYIOTH
KOPTHUKOCTEPOiIHI MpemnapaTy BOpoaoBx 15 mi6 — 2 Micsiis.
[Ipennizonon mpu3HA4YarOTh i3 po3paxyHKy 10—15 mr/kr Ha
onny ooy Bmpomox 10-15 nmiB. IloTiM 103y mocTymoBo
3HUXKYIOTb.

AHTUOIOTHKH 3aCTOCOBYIOTH YIIPOJOBX YCHOTO KypCy
KopTHKocTepoigHoi Tepamii. Ilopsa 3 aHTHOakTepiaabHOIO Ta
MYKOJITUYHOIO TEpali€r0 MPOBOJATh IOBHUM KOMIUIEKC
JKYyBaJIbHUX 3aXO0iB, COPIMOBAaHUX Ha OOPOTHOY 3 TMOKCIEIO,
CepLEBO-CYAMHHUMHU TOPYLIEHHSAMH, 3MIHAMH KHCJIOTHO-
ocHOBHOro crany. Ilin w4ac opranizamii JMCIIAHCEPHOIO
CIIOCTEPEXKEHHS 32  XBOPMMHM HAa  MYKOBICIIMIO3 B
aMOyJIaTOpHUX YMOBaxX HEOOX1JIHO 3/1HCHIOBaTH KOHTPOJIb 3a
BUIIOPOKHEHHSMH 1 Macolo Tijia XBOpOro, peryisipHo (1 pa3 Ha
3 wMicsIl) MPOBOJUTH KOMPOJIOTIUHE IOCTIIKEHHS 3 METOIO
KOpEKIii 1031 mpenapaTiB MiAIUTYHKOBOI 3aJ1031, HABECHI U y
pasi 3aroCcTpeHHs Mpolecy MpU3HaYaTH Kypcu BiTaMiHOTEpamnii
(BumpaBiaHe NMpHU3HAYEHHS MOJBIHHOI 703U KUPOPO3UMHHUX
BiTaMiHiB A, E, D y BUrJI511 BOTHUX PO3YHHIB).

PonuuiB  XBOpOro HEOOXIJHO HABYUTH HPUHOMIB
MOCTYPAJILHOTO JIPEHaXY, BIOpalliiHOTO MacaxKy Ta JIOTJISAY 3a
narfienToM. [Topsia i3 3aHATTSAMH JKYBaJbHOIO (Pi3KYJIBTYPOIO
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pPEKOMEHIOBaHi1 [030BaHi (i3WYHI HABAHTAXKEHHS 1 3aHATTS
coptoM. Ilpm cTiiikiii pemicii BHOpoaoOBX)K 6 MicCAIIB
T03BOJISIETHCS IPOBEACHHS PO UTAKTUYHUX IIETIICHb.

Ipodinakruka

Haiibinpim eekTHBHUMH MeTOJaMH MPO(QITaKTHKH €
MEIMKO-TeHEeTUYHA KOHCYJbTAllis, @ TAaKOX PAaHHE BUSBJICHHS
XBOpPOOHM B MEpiofi HOBOHAPO/KEHOCTI, XO4a B LIOMY pasi
MOBa Hae He 1mpo mnpoduUIaKTHKy XBOpoOHW, a mpo
IIOIIEPEHKEHHS 11 TSIKKUX YCKIaAHEHb.

2.5. YpoaxeHuii CHHAPOM TinoTHPEO3y

Ypoaxenuii rinorupeos - 3aXBOPIOBAHHS,
CIpUYUHEHE 3HWKCHHSIM a00 TIOBHHM BWIIQJaHHIM (QYHKIIIT
HIUTOMNOAI0HOT 3aJ103H, SIKE ICHY€ TIPU HAPOHKEHHI.

YpomKkeHuii TinoTHpeo3 sBisie co0010 0co0IMBY hopmy
rinodyHkuii mronoaioHoi 3ano3u. BoHa ypaxkae maiieHTiB y
TOW TepioJ] pO3BUTKY, KOJIHM BCS HEPBOBAa CHUCTEMa € JIYXKe
YYTJIMBOIO 1 MOXKE€ TOUIKOJAUTUCSA Yepe3 TpUBaly HecTauy
TOPMOHIB IIMTONOIIOHOT 3a1034. SKio 6e3mocepenHbo Micis
HapOJDKEHHS HE BUSBHUTHU TMOPYILIEHHS 1 HE CKOPUTYBAaTH HOTO,
TO II€ TIPU3BEIE JI0 PO3BUTKY KPETHHI3MY.

Hpuunnu

31e0UIbIIOT0  COPUYUHSETHCS  3HMKEHHS — (QyHKIIT
IIUTONOAIOHOT 3aI03U Yepe3 MOPYIICHHS PO3BUTKY OpraHa B
eMOpioHalbHOMY Tiepiofl (areHesdiss uum jucrenesis). Ilpu
I[bOMY PO3BHBAETHCS MOBHA (DYHKIIOHAIIbEHA HECIIPOMOXKHICTh
TKaHVUH MIMTOIIOMIOHOI 3as03W a0o0 XK BOHA 3aHAATO Maja.
[IpyurHa 1UX MOMIKO/KEHb HeBimoma. Jluiie B MOOAMHOKUX
BHIAJIKaX 3MOTJIM BCTAHOBUTH T€HHI MyTarlii, Kl BilirpaBajiu
MIEBHY POJIb JIJISI PO3BUTKY LIUTOIMOAIOHOT 3a7103H, cepel SKUX
FOXE1, sxuii xomye TupeoimHuii (akTop TpaHCKpHIIi 2
(TTF-2) i PAX8-ren, mo koxye Paired-Box-Protein 8 (PAX-8).

[Topsin 13 num OyBalOTh MOPYIIEHHS! CUHTE3y TOPMOHIB
IIUTOMOMIOHOT  3a703W. YPOJUKeHI TOPYHICHHS CHUHTE3y
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TUPOKCHHY  YCIAJKOBYIOTBCS 33 ayTOCOMHO-PELECUBHUM
TATIOM, JE€(PEKTH PEHenTopiB 70 TOPMOHIB IIMHUTONOAIOHOT
3aJI03M  YCHAJKOBYIOTHCS ~ ayTOCOMHO-AOMIHaHTHO. Y
3araJpHOMYy Onn3bko 85 % ycix ypo/uKeHUX TinoQyHKITIH
mUTONOAIOHOT 3almo3u € chnopaauyHumu, iHmi 15 % —
CIIaJKOBO O0YMOBIIEHUMH.

B okxpemux Bumankax TiMOQYHKIS Mae MNepexiany
npupofy. Taki BUNAJKN COPUYMHSIOTHCS MOTPAIUITHHAM Yepes3
IUTAEHTY A0 JWTHHU MEIWKaMEHTIB YW MaTepUHCHKUX
OJIOKYIOUMX aHTHUTLI, epiUTOM HOAY UM HaBIAKW HAIMIPHUM
fioro croxuBaHHAM. [lopymeHHs rinmoTanamo-rinodizapHoi
CHUCTEMH — TaK 3BaHa LIEHTPaJbHA, BTOPMHHA YU TPETHHHA
rinogyHkIiss — 31 3HWKEHOI NPOAYKIEI THUPEOTPOITHOTO
ropmony (TTT') um Ttupeorpomnin-punizuar-ropmony (TPT,
TUPEOIIIOEPUH) € EKCTPEMAIbHO PIJIKICHUM SBUIIEM, OIHAK
BOHM HE BMSBIIAIOTHCS MiJ 4Yac 3BMYAMHOIO CKPHHIHIOBOTO
00CTEKEHHS.

Kuiniuni o3Hakn

['opMoHU 1UTONOAIOHOT 3aJ103M MAlOTh J1y’KE€ BEJIMKE
3HA4eHHs /s pO3BUTKY Mailke BCIX CHCTEM OpraHiB 1
OUIBLIICTh JITed NpPH HAPOJKEHH1 CIOYaTKy HIYUM HE
BIAPI3HAIOTHCA. Lle 00yMOBIEHO MaTEepUHCHKUMH TOPMOHAMHU
LIUTONO/II0HOT 3aJ1031, K1 MPOHHUKAIOTh Yepe3 IUIALEHTY 1, K
MIHIMYM, YacTKOBO 3aXHWIIAIOTh HaBiTh Ti TUIOAH, B SKHUX
HIUTOMO/II0HA 3271032 MTOBHICTIO BIJICYTHsI. Y MYNMOBUHHIN KPOBI
uXx JiTeil KoHueHTpauis Tupokcuny (Ts) cranoBuTh Big 33 110
50 % Bix piBHS 310poBUX HiTed. Y 5 % HAWTSHKIMX BHITAJIKIB
MOXKHa BHSBUTH BEJIMKE TIM SIUKO, 3HAYHE HE3POLICHHS
YepenHuX WIBIB, BEJIMKHH SA3MK 1 TIYNOKOBY TpPHXKY. 3
MOCUJICHHSIM PO3MaJy MaTepUHCHKOTO THUPOKCUHY BHUHHMKAIOTh
HOBI cUMOTOMH. Taki HEMOBISTa IIOrAaHO CMOKYYTb,
CTpaXJal0Th 3aMopaMu, OaiiayXi 10 TOBKULIA 1 6araTto CIjisTh.
YacTo iX moTpiOHO crerianbHO OyIuTH AJisi ToAyBaHHs. [ oytoc
MoXe OyTu TrpyOMM 1 CHUIUIMM, IIKipa Ha JOTHK XOJOJHA,
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https://uk.wikipedia.org/w/index.php?title=%D0%A1%D0%BA%D1%80%D0%B8%D0%BD%D1%96%D0%BD%D0%B3_%D0%BD%D0%BE%D0%B2%D0%BE%D0%BD%D0%B0%D1%80%D0%BE%D0%B4%D0%B6%D0%B5%D0%BD%D0%B8%D1%85&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%9F%D0%BB%D0%B0%D1%86%D0%B5%D0%BD%D1%82%D0%B0
https://uk.wikipedia.org/wiki/%D0%A2%D0%B8%D1%80%D0%BE%D0%BA%D1%81%D0%B8%D0%BD

cnabuii ToHyc M’si3iB (TINOTOHIsI), peduiekcu ocnabieHi.
JXKoBTSAHMIIT HOBOHAPOKEHUX, OOYMOBIICHA CIIOBUILHEHUM
JO03piBaHHAM  TEYIHKH, MOXKE 3aTATHYTUCS. 30LUIbIIEHY
IUTONONIOHY 3a5o3y (300, ctpyma) BUSBIAOTH Yy 510 %
JiTeld, HaWYacTille NpU YPOIKEHOMY NOPYIICHHI CHHTE3Y
TUPOKCHUHY (pHC. 4).

Pucynoxk 4 — 3oBHilHii BUTISA TUTHHU
3 YPOAKEHUM CHHAPOMOM TilOTHPEO3y

SK110 3aXBOPIOBAHHS HE PO3MI3HAETHCS 1 HE JIIKYEThCH,
Ha JPYroMy — TPETbOMY MICALSAX KHUTTS BUSBISAIOTH 3aTPUMKY
pocty. UuM mi3Hille po3noyare JiKyBaHHS, TUM HIKYUM Oy/e
PO3YMOBHUH DPO3BUTOK IUTHHU. SIKIIO TOYAaTH JIIKYBaHHS B
nepii Tpu Micsll, B cepenboMy KoedimieHT intenekry (1Q)
cranoButuMe 89 (pozmax 64—107), sSIKIIO MOYATH JTIKYBaHHS Ha
4-6-my wmicsagx — 71 (po3max 35-96) 1 SKMIO JTIKyBaHHS
BIIEpIIIE 3aCTOCYBAIM MICHs IIECTH MicAliB — 54 (po3max 25—
80). IHmmMHU BigJaJCHUMH HACHIJKAMH € TOPYIICHHS
KoopAuHaIii JpiOHOi Ta BENUKOI MOTOPHKH, MOPYIICHHS
piBHOBaru (aTakcii), 3HWKEHHS 1 TMIJBHUIICHHS M’ s30BOTO
TOHYCY, IOPYILIEHHS MOBJIEHHS, YBaru, KOCOOKICTb.
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https://uk.wikipedia.org/wiki/%D0%90%D1%82%D0%B0%D0%BA%D1%81%D1%96%D1%8F
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JiarHocTHKA

OckilbkM ~ paHHS ~ JIIarHOCTUKAa €  HaJI3BHYalHO
BOXIUBOIO JUIi HOPMAJIbHOTO pO3BUTKY JiTeH, JiarHo3
YCTAaHOBIIIOIOTh y OUIBIIOCTI PO3BHHEHUX KpaiH YHACIIIOK
MacoBOTO  JIOCHI/PKEHHS ~ HOBOHAPODKEHUX  (CKPHUHIHT
HOBOHApO/KeHUX). B VYkpaiHi  BU3HAYawOTh  BMICT
tupeorporHoro ropmony (TTI') B Tak 3BaHiil cyxiii kpami. 3a
HEJIOCTaTHhOI MPOAYKIIT TOPMOHIB mUTONOAI0HOI 3amo3u TTT
3HAYHO MiIBUIIY€ETHCS. [IpoTe mpu 3acTOCyBaHHI IBOTO METOTY
MPOIMYCKAIOTh PIAKICHI BUIAJKA LIEHTPAIbHO OOYMOBIEHOTO
BTOPUHHOTO YU TPETUHHOTO T1IIOTHPEO3Y.

Y CHIA O6inpIIicTh CKPUHIHT-TIPOIPaM BHU3HAYAIOTh
cepily KoHIeHTpauito T4 1 nume npu 3HIKEHHI HOro
J0JJaATKOBO BHU3HAYAIOTh TUPEOTPOITiH.

3abip KpoBi MOBHWHEH OyTH OOOB’SI3KOBO MPOBEICHUMN
y)K€ Ha TpeTio J00y JKUTTA. SIKIIO HOBOHAPOIKEHOTO
BIJITYCKAIOTh paHillle Yd NEepeBOASATh, MOKHA MPOBECTU 3a0ip
11e paHimie. AJjie TOAl aHalli3 MOTPIOHO 1€ pa3 MOBTOPHUTH.

Y  [O3UTUBHOMY BHIAJKy MOTPIOHO TEPMIHOBO
NPOBECTH  MIATBEP/UKYBAIbHUH  TECT HAa  BHU3HAYCHHS
THUPEOTPOITiHY, BUIbHOTO T3 1 Ts.

ko pe3yabTaT HiATBEPAUTH rinogyHKIi0
IIUTOMOMIOHOT  3aJI03M, MOXXHA  TPOBECTH  JIOJAATKOBI
0OCTeXeHHs JJIs 3’ ACyBaHHS MPUPOJIU 3aXBOpIoBaHH:. J[0 HUX
HajeXaTh, KpIM BU3HAYEHHSI TUPEOTNOOYIiHY, OOCTEKEHHS
TKaHUH IUTONOAI0HOT 3271031 1 IPOIECy YTBOPEHHS TOPMOHIB.
[lepenycim ne Bizyamizamiiiai Meronu: Y3/l 1 cuuHTUrpadis
muTonoAi0Hol 3a1m03u. OCKUIBKH pe3yibTaTH JIOCHiIKEHb HE
BIUIMBAIOTh Ha JIIKYBaHHS, iX HE MOTPIOHO MPOBOAUTH B
000B’3KOBOMY MOpPSAKY. SIKIIO € JaHi Mpo 3aXBOPIOBAHHS
IIUTOTOIOHOT 3aJ1031 B MaTepi, MOKHA BU3HAYUTH MOIOHICTH
(hopM ayTOAHTHUTIN HIMUTOMONIOHOT 371031 B MaTepi Ta TUTHUHHU.
Axmo moaiOHICTh MIATBEPAUTHCS, 3aXBOPIOBAHHS MOXKE MaTH
nepexinHuii  (TuMuacoBuil) xapakrep. Ilpu BUHHKHEHHI
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MiZ03pH Ha HAAJIMIIOK YW HECTadyy HOMy SK TNPUYUHY
TIOTUPEO3Y MOXKHA TOCTIANTH PIBEHb HOY B CEYi.

JlikyBanus

VYpaxoBytoud HE3BOPOTHICTh IMOLIKOJKEHHS HEPBOBOI
CHCTEMH IPH YPOHKEHOMY TilOTHUPEO03i, JIKyBaHHSA MOTPiOHO
MoYMHATH sIKoMora panime. He moTpiOHO oO4iKyBaTH
pe3yNbTaTiB HEOOOB SI3KOBUX METOJIB OOCTEKEHb, JIKyBaHHS
MMOBUHHO TTOYMHATUCS 0€3MOCepeHBO MiCisl 3a00py KpOBi JIst
MIATBEP/DKEHHS J[IarHO3y TMpH IO3UTHBHOMY pe3yJbTari
CKpUHIHTY. Mera JiKyBaHHS TONAra€ B SKHAWIIBUIIIIN
HopMavtizanii Bmicty T4 3 moganbmIO HOpMAi3alli€ro piBHS
TTT y xpoBi. YcyHeHHS AedinuTy TOPMOHY BHPIBHIOETHCS
MPU3HAYCHHSM JICBOTUPOKCHHY y BiITHOCHO BUCOKHX BHXIJTHUX
no3zax. Yepes aBa TWXKHI MOXHA 3MEHIIUTH J03yBaHHS
BIJIIOBITHO 10 pe3ynbTariB KoHTposbHOTO piBHA TTI 1 T4 B
KpoBi. VY TmoOJanbplIOMy 032 TOPMOHY IIOBUHHA OyTH
ajlarrToBaHa BIZITOBIIHO bi (o) M ABUILEHOT notpedu,
00yMOBJI€HOT (PI3MYHUM PO3BUTKOM JUTHHH.

[Ipy  BUHUKHEHHI CyMHIBIB  IIOJO  CTIMKOCTI
riMnoTHUpPEo3y Micls MEepuIoro JHS HApPOPKEHHS MOTpiOHO
3pOoOUTH TIepepBYy WIOAO BXXHMBaHHSA TropMoHy. Ha mymky
aMepUKaHCbKUX  (axiBIiB, 1€ JOLIIBHO 3pOOUTH Ha
YETBEPTOMY POLI KUTTH.

B iHmomy Bumaaky 3amiCcHy Tepamilo HOTpiOHO
MPOBOJIUTH TOXXUTTEBO. SIKIIO JOBEACHO, IO MPHYUHOIO
rinopyHkuii € Hecraya #oamy, JIIKyBaHHS TPOBOJASATH
npenaparamu Homay.

IIporuos

[IporHo3 ans XBOpUX JHiTeH 3alleXUTh Bl TEPMIHY
BCTaHOBJIEHHS JiarHo3y. SIKmo TimOQyYHKIS BHSBICHA
BITPOZIOBXK TEPIINX JBOX TIDKHIB Ta a/IeKBATHO MPOJIIKOBaHa,
TO B JIOPOCJIOMY Billi CIIOCTEPIra€ThCs JMILIE HEBEIUKA PI3HULS
B DpIBHI pO3YMOBOTO pO3BUTKY, UIKIJIbHIA YCHIIMIHOCTI 1
HEHpO]i310NOriYyHMX  TecTax TMOPIBHSAHO 31  3A0POBUMH
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OJTHOJIITKAMH. SIKIO JIIKYBaHHS TIOYaJiocs JEHI0 Ii3HiIIe,
GI3UYHUE  PO3BUTOK MOXKE 1€ HOPMAai3yBaTHCS, OJHAK
PO3YMOBUI PO3BUTOK 3AJUIIUTHCS 3HIKEHUM.

2.6. Heiipogiopomaro3

HeiipogiopomaTro3 — momicucTeMHe, TMOJIOpPTaHHE,
CMagKOBE  3aXBOPIOBaHHSA 3  ayTOCOMHO-JIOMiHAaHTHHM
MOHOTE€HHUM THUIIOM YCHAJKyBaHHS, sIKE€ BIHOCATBH 10 IPYyNHU
¢dakomaros3iB. OcTaHHI CTaHOBJISIOTH TPYIy CIIAJKOBHX
3aXBOPIOBaHb, 3a SKHUX 3arajbHUM (DaKTOpOM € ypa)KeHHs
HEPBOBOI CHCTEMH Ta IIKIPH, piAlle — KICTKOBOi TKaHWHH,
oueil, IHKOJIM — BHYTPIIIHIX OpraHiB.

ETiosoris

JoctemenHo HeBizoma. Ha cboroani posrisaaroTh
CHJIOKPUHHY, JM30HTOTCHETUYHY 1 HEBPOTEHHY Teopil
BHUHUKHCHHS HelpodidpomaTosy. v PO3BUTKY
Helpo(diOpoMaTo3HOI TKAaHMHM O€pyTh ydacTb SIK HEpPBOBI
BOJIOKHA, TaK 1 CIIOJIyYHOTKAaHUHHI €JEeMEHTH €HJI0- Ta
nepuHeBpito. HaiiOGunblmie aprymeHTiB € Ha  KOPHUCTb
N3eMOpPIOreHeTUYHOI Teopii, 3TIHO 3 SIKO0 JOKa30M y4acTi B
PO3BHUTKY  HeWpodiOpoMaToly eKTOACPMH €  YypaKeHHS
HEPBOBOI CUCTEMH 1 IIKIpH, a ME30/I€PMHU — KICTKOBOT TKAaHUHHU.
€ Teopii mpo Te, MO TMPOIEC 3aMyCKAEThCS BHACHIIOK
XpOMOCOMHUX abepauiid y 22-i yu 17-i xpoMocomi.

IIaTorenes

[TiarpyHTsIM  DATOJNOTIYHUX 3MIH €  TOPYLICHHS
yrBopeHHs 3 reHa npoteiny NF1 abo NF2 (uelipodiOpomin).
Lleit 6in0K — cympecop MyXJIHH 1 TOMY € PEryIsITOPOM CUTHAITY
npomidepamii  Ta audepenmiarii  kmiTHH.  Juchynkimis
HelpodiOpoMiHy MOKE BIUTUBATH HA PETYJIALIIO 1 CIPUYUHATH
HEKOHTPOJIbOBaHY MpoJideparito KIiTHH.
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Kuiniuni o3nakn

[Teprri O3HaKH
4acT0 MOJKHA  BUSBHUTH
BiJIpa3y Miciisi HapOHKEHHS
JTUTHHU 200 B MEpIIi POKU
i xurTa. lle moToBIIEHHS
TKaHUH OOHI€] ITOJOBHHU
o0muyusa. M’saxi TKaHUHU
3a CTPYKTYPOIO 1 KOJIBOPOM

Pucynoxk 5 - Ilkipui mnposiBu . Do
neiipodiGpomarosy HIYMM HE BIIPIZHIIOTHCA

BiJ HETIOIIKO IKEHUX
HOpMaJ'IBHI/IX TKAHUH. I3 BIKOM Y JIiT€l MOCTYIOBO BUHUKAIOTh

6e30omicHa  gedopmartis
M’SIKUX TKaHWUH OO0IHMYus,
HieJien, PyXJIHMBICTh 3YOiB,
MIrMEHTHI IJISIMU.
Moxnuse MOPYLLIECHHS
30py Ha OOl ypakKeHHS.
[TocTiiHUMH ~ KIIIHIYHUMH

O3HaKaMu He#po-
Pucynok 6 - Ouni cumnromu (ibpomarosy € MmirMeHTHI
Helipo¢idpomaTo3y NJIIMM, NYXJUMHA HIKIPpH 1
i AMIKIpHOT KHUPOBOL

KJIITKOBMHHU, HEPBiB, (i3W4HI Ta NCHUXI4HI MOPYUIEHHS, SKI B
TPETHHI BHUIAJKIB 3 SIBISIOTHCS 3 HAPODKEHHS, y ABOX TPETUH
XBOPHX — 13 BIKOM.

Ilepwa o3naxa — nievenmnui nasmu (puc. 5). Bouu
MaloTh CBITJIO-KaBOBUI KOJIip, HAHOIIbIE JOKaNi3ylOThCS Ha
BHYTPIIIHIN MOBEPXHI KIHIIBOK, Yy IIJISHKAX CIUHU, maxy. Hax
MOBEPXHEIO IIKipU He TigHIMaroThcs. [lopsan i3 mirMeHTHUMU
IJIIMAaMHA MOXKYTh OyTH JETMITMEHTOBaHI JUISTHKA IMIKIPH, IO
HaraJaymTh BiTHIIro. Ha odax MOXyThb 3 SBUTHCS BY3JIHKHU
Jlima, 1o BUSIBISIOTHCS TUISIMAMHU BIATIHKY CBITJIOI KaBH Ha
paiayxui oka Oiist 3iHuIb (puc. 6).
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/Jlpyzoro o03naxkol € TyXJIUHM IIKIpA 1 MIMIKIpHOT
KHUPOBOI KIIITKOBUHH, KI BHUSIBJISIOTH y JBOX TpPeTHH. BoHH
MPOSIBISIIOTBCA Y TPhOX (hopMax.

Cronosicmo. JIna  wHei mnpu  HeipodiOpomartosi
xapakTepHa Jnedopmanis o0naMy4s Yepe3 IMyXJHHY, IO
OXOIUTIOE KiJIbKa AUIIHOK. Yacrimie 11e  BiIOyBaeThCcs B
CKpOHEBIii, MpUBYIIHIN, mi4yHIA AinsHKaX. Taky gedopmairito
BHSIBJISIIOTH BiJpa3y MICIsl HApOJHKEHHS, BOHA 30UIBIIYETHCS
BIPOAOBXK mepmux 2-3 pokiB xwurrsa. llkipa Hag Hero
CHOYaTKy 3BUYAMHOrO KOJbOpy, 30epirae cBili Typrop Ta
€JIACTHYHICTb, OJTHAK i3 BIKOM TEMHiIIa€, aTpoyeThCs 1 3BUCAE
CKJIaIKAMH.

Byaﬂyeamz ymeopu (puc. 7)

[Ipn upomy croocTepirarTh BEHKY
KUTBKICTh HOBOYTBOPEHb Yy BUTJISI
PI3HOTO PO3MIpPY BY3IIIB, PO3MIIICHUX
Ha o0mmyui Ta TymyOil. XapakTepHi
30UIbIIEHHS ~ OKpPEMHUX  BY3JiB 1
YTBOPEHHSI HOBUX 4epe3 MEeBHHUM
MIPOMDKOK 4acy Bif 2—3 MicAiiB A0 2—
3 pokiB. Ilotim BinOyBaeTbes mepion
pewmicii, SKIIIO MyXJIMHU HE
3MIHIOIOTBCS  aHl  KUIBKICHO, aHi
gkicHo. IlirMeHTHI IUIAMH Ha WIKipi
YacTiIle CYMPOBOKYIOTH IO (GopMy
HeipodibpomaTosy.

Pucynok 7 —
By3zayBarti yrBopn

Macusni niemenmosani netipogiopomu. BoHu dacririe
JIOKaNi3yl0ThCsl Ha BOJOCHCTIM yacTuHi ronoBu. Ilkipa Tyt
TICHO TOB’s3aHa 3 MYyXJMHOIO, MIrMEHTOBaHA — TEMHO-
KOPUYHEBOTO 3a0apBJICHHS, BOJIOCCS 3 YacoM Yy I JULSHIT
MOKE€ BUMAIaTH. SIKIIO MyXJMHA JOKAJIi3yeThCsl HAa OOIMYYl,
BOHA TaKOXX Mae Take 3abapBieHHs. DYHKIS HIKIPHUX 37103
HiZBHUILIEHA, TOMY iX CEKpeT HAaKOIMUYYEThCS B CKJIAJIKax
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OyXJIMHU, 1IN0 Hajxae oOOJIMYYI0 MACISHHCTOTO BUIJINY,
YCKJIQHIOE Horo TirieHy. Jlns 1ii€i rpynu ypakeHb 1HIII
O3HaKHU HEeHpodiOpoMaTo3y HE THUIIOBI.

Tpemsa o3naxka — nyxwuHu Hepgig. llpu 1BOMY
ypakaeTbcs nepudepuyHa HepBoBa cucrteMa. [lyxnmHu
SIBJISIIOTH COOOI0 BY3JIM BEPETEHOIOAIOHOI ab0 HenmpaBUILHOT
¢dbopMH, 1O MIHO OXOIUTIOITH HEPBOBI BOJOKHA. KITiHIYHO
MyXJIUHU HEPBIB MOXYTh HIIK HE BUSBIATHUCS, JUIIE IMPU
XipypriyHOMY BTpy4YaHHI MOXHA TIOOAYUTH 1X Y BUTIISAII 01X
Oe3KalCcylbHUX HOBOYTBOPEHb 1 BHJIAIUTH. B oxpemmux
BUMAJIKaX XBOpUX TYypOYIOTh Tapectesis, aHectesis abo
rinepecTes3is OTOYYIOUHX TKaHUH.

Yemeepmorw 03HaKow € pizuuni W NCUXIYHI
MOPYILIEHHS, 30KpeMa Mi3HIA PO3BUTOK BTOPMHHUX CTaTEBUX
O3HaK, aKpOMeTais, TOPYIIEHHS MisIbHOCTI BUIIOI HEPBOBOT
CUCTeMH Y BUIJISAL MCEBIONCUXOOPTaHIYHOTO CHHIPOMY, IIO
BUSBIIAETHCS OJITOQpeHi€ro, 3aTPUMKOIO PO3BUTKY MOBH 1
Mi3HABANbHUX (QYHKIIN, $SKI CHOCTEpIraloThb y OUIBIIOCTI
TAIlI€HTIB.

Yci 4oTHpM  O3HAaKM BXOAATH JIO0 J1arHOCTHYHOL
mempaou Jlapuve. YacTo crocTepiratoTh pi3Hi aHoMmaii 3y0o-
IIEJIENHOT  CUCTEMH, 10 BUSBISIOTBCA  JAedopMarlisiMu

aIbBEOJSIPHOTO  BIPOCTKa — TOPYLIEHHSAMH  IPUKYCY,
rinoruiaszi€ro  emaii,  ajeHTieo,  ¢GIIoopo3oM  3yO0iB,
MaKpOTJIOCIEIO.

HeoOximHO po3ymiTH, 1m0 BCi O3HaKH  PiIKO
BiIOYyBalOThCS pa3oM, 00 pi3HUM THmaMm HelpodidpomaTo3y
BIIACTHBI TIEBHI OCOOIUBOCTI.

Ha  cwroromui  po3pi3HSIOTH  uwomupu  munu
HelpodidpomaTosy:

Heapoghiopomamoz 1 muny — oauH 13 THIIB
HelpodiOpomaTroly. €  HAWMNOMIMPEHINIO  MOHOTEHHOIO
CIaJIKOBOI0 XBOpPOOOIO, IO TPHU3BOIUTH JIO BUHHKHECHHS
nyxiuH 'y moguad. NF1 e  odiniinum  MibKHapoIHUM
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TeHETUYHUM CHMBOJIOM HeipodiOpomaTosdy 1poro Tumy. Tum
yClagKyBaHHS  —  ayTOCOMHO-IoMiHaHTHUH.  YacroTa
BUHUKHEHHS 3aXBOPIOBAHHS B YOJIOBIKIB 1 JKIHOK OJ/IHAKOBa,
croctepiraeTbcss  npuOym3Ho B kokHoro 3 500-ro
HOBOHApPOJDKEHOTO. PHM3MK ycmagkyBaHHS JUTHHOIO — ITi€l
narosiorii 3a HasBHOCTI H®1 B omHOTO 3 OaTHKIB JOPIBHIOE
50 %, B 000x — 66,7 %. 'er kapTupoBanuii y 17-it XxpomMocomi.

Heupogiopomamosz Il muny —  ayTOCOMHO-
JOMIHAaHTHa  CIAJKOBa  XBOpoOa, OOWH 13  THIIB
HelipodiopoMarosy. XapakTepu3yeTbCst YTBOPEHHSIM
YUCIICHHUX  JOOPOSKICHUX  IyXJWH,  IEPEeBaAXHO 31
IIBaHIBCBKUX KIITHH (IIBAHOM), pijalIe — MEHIHTIOM Ta
enegmioM. NF2 € odimidHUM MIKHAPOJHUM T'E€HETHYHUM
CHUMBOJIOM HeWpodidpomMaTo3y bOro TUITY.

Heiipoghiopomamos Il muny TpamseTbecss piako,
XapaKTepU3yeTbCs YTBOPEHHSIM HeWpodiOpoM Ha JIOJIOHSX,
0J11IUMH, BIJIHOCHO BEJIMKUMU MITMEHTAI[ISIMU BIATIHKY KaBH 3
MOJIOKOM, /IBOOIYHUMH HEBPUHOMAaMHU NMPUCIHKOBO-3aBUTKOBUX
HEpBIB,  MEHIHTIOMaMHM  3aJHbOI  YEpernHoi  SMKH 1
BEPXHBOIIMMHOTO  BiAguly  XxpeOTa,  CIIHQIBHUMH  Ta
napacriHaJbHUMHU HelpodiOpoMaMu, BIJICYTHICTIO BY3JIMKIB
Jlima (ramaptom paiinyxkn) 1 nyxiauaun HHHC, mo mBuako
PO3BHUBAIOTHCA HA IPYroMy ab0 TPETbOMY ECSATKY HKHUTTSI.

Heupogpiopomamosz IV muny TakoX € PIIKICHUM.
KniniyvHo Haragye Helipodibpomaro3 [ Tumy, aine Hemae
By31HuKiB Jlimra.

JiarHocTuka

HiarHoctuka Helpo¢iOpomMaro3y IpPYHTYEThCS Ha
CKaprax, JaHuUX KIIHIYHOro (HAsBHOCTI O3HaK TeTpaau
JlapHbe), 71a00paTOpHOTO, naToMop¢OJIOTiYHOTO Ta
IHCTpYMEHTaJIbHOrO 00cTexeHb. HasBHICTh y ciM’1 moaiOHuX
BUIIA]IKIB MOJIETIIYE 1IaTHOCTUKY.
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JlabopaTopHo-iHCTpyMeHTaJIbHE 00CTe:KEeHHA

Y MOJOBMHU XBOpHX Y KIIHIYHOMY aHalli3i KpoBi
BUSIBJIIIOTh HETIOCTIMHMIA JIEHKOIMTO3 Ta eo3uHodimiro. [l
JTIarHOCTHKK  HeWpodiOpoMaTo3y  BHKOPHCTOBYIOTh  Ha
CHOTOJIHI TaKi MiATBEPKYBAIbHI METOIH:

— MPT;

— koM 1oTepHy Tomorpadiro (KT);

— EET;

— IOCIIIKEHHS 04eil 3a JOIIOMOIOI0 IIUIHHHOT JIaMIIH,

— IeHeTUYHE TECTYBaHHS;

— [ATOTICTOJIOTIYHI METO/IH.

Yci MPT- i KT-o3naku nipu 1bOMY HOJUISIFOTH HA TPH
rpymnu:

— Meplla rpyna — 3arajibHi 3MiHH CKelleTa, 110 MaloTh
ypomxeHud xapaktep. Jlo HHMX BIAHOCSTH TOTOBILEHHS,
JUCILIA31k0 1 TTOJOBXKEHHS KICTOK KIHIIIBOK, Yyeperna i JUIEBOTO
CKeJeTa,

— Jpyra rpyna — MiCIeBl 3MiHHM, L0 BHHHUKAaIOTh
YHACIII0K YTBOPEHHS MyXJIMH 13 KICTOK. BUSBJISIOTHCS BOHU Y
BUTJIA1 JECTPYKIIN, €K30CTO31B, MEePiOCTAIHUX HalllapyBaHb,
MPOCTUX J1e(EKTIB,;

— Tpers TIpylna — «CiNepTeH3UBHI» 3MiHH, IO
BUHUKAIOTh Yepe3 IMiBUIIECHHS BHYTPIIIHbOUYEPEITHOTO TUCKY B
yeperi MpH OKIII0311 JIIKBOPHUX LUIAXIB MMyXJIMHAMHU.

JlikyBanus

JlikyBaHHs TiTen i3 HelipodidpomaTo3oM
OaraToeramHe, TpUBaJle, BUMarae BTpY4YaHHs pi3HUX (axiBIiB
(cromaronora, OKyJicTa, HeWpoxipypra, mexiaTpa TOIIO).
JlikyBaHHS cIIpsIMOBaHE Ha BIAHOBJIEHHS MOPYIICHUX (QYHKIIIH
KYBaHHS, KOBTaHHS, JWXaHHS, 30pYy, YCYHEHHs nedopmariit
M’SIKUX TKaHUH 1 KICTOK.

IIpornos

[IporHo3 3MIHIOETHCS 3QJICKHO B THUNY MyXJIHHH, IO
po3BuBa€eThCs. OCKUIBKM MYyXJIUHU POCTYTh, BOHU MOYHHAIOTH
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3HUIIYBaTH OTOYYIOYi HEpBU 1 CTpyKTypH. Lle pylHyBaHHS
MOX€ MPU3BECTH [0 CIINOTH, TJIYXOTH, JA€Aaldi MEHIIO]
piBHOBaru Ta yckjiaaHeHHs koopauHarii. edopmarrii KicTok i
xpeOTa MOXYTh NEPEIIKO/DKATH XO0aAb01 Ta pyxy. SKmio
PO3BHBAIOTHCA PAKOBI 3aXBOPIOBAHHS, MPOTHO3 MOTIPUIYETHCS
3aJIeXKHO BiJl KOHKPETHOTO THUITY PaKy.

2.7. Cunapom Enepca — lanioca

Cunapom Eaepca — [lannoca (HeIoCKOHANIHIN
necmorene3 Pycakosa, cungpom YepHoryboBa — Enepca —
Jlannoca) — 1me Tpymna CHaJKOBUX CHCTEMHHX 3aXBOPIOBAHb
CIONYYHOI TKaHWHHU, CHPUYMHEHUX JePEKTOM Yy CHHTE3l
KOJIareHy. 3aJieXHO Bil OKpeMoi MyTalmii CcepHo3HICTh
CHUHIPOMY MOXE 3MIHMTHCS BiJ] MOMIPHOTO /10 HEOE3MEeYHOro
TUTSL YKUTTSL.

CunzapoM Ha3BaHUI Ha YECTh JIBOX JEpMAaTOJIOrIB, SKI
igeHTudikyBann #oro Ha mnodatky XX cromitrs: EnBapaa
Enepca (1863-1937) 3 Manii Ta Anpi-Onekcanapa [anmoca
(1844-1912).

Kuiniuni o3Haku

CUMNTOMH CUJIBHO BapilOIOTHCS 3aJIEKHO BIJ THUITY
xBopoOHu. XBopoOa 3a3BHYail ypaxae cyriobu, IIKipy 1
KpPOBOHOCHI CYJIWHH, 13 CHUMOTOMaMH, TaKUMH, M0 OYXKe
THYThCsl cyriiobu (puc. 8); rimaaka abo enacTuyHa, M0 JEerKo
MOIIKOJ/UKYEThCSl  LIKIpa; HENpaBWIIbHE 3arO€HHS paH 1
¢dbopMyBaHHS IIpaMiB; MaJieHbKI ¥ TEHHITHI KpPOBOHOCHI
CYJHMHH.

Yci  QopMu  3adinaroTe  CyriodH, CIPUUYMHSAIOUH
rineppyxJIMBICTb, BOHHM BHUXOASATh 3a MeXI HOPMaJbHOTO
Jiama3oHy pyxiB. Y pe3ynbTarti ocobu i3 cunapomom Enepca —
Jlannoca OUTbII CXUJIBHI IO PI3HUX TPaBM, TAKUX SIK BUBHXH,
MiBUBUXH, PO3TATHEHHS 3B’ 30K, AedopMallis i iHOAlI po3pHB
M’ SKHAX TKaHUH.
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PucyHnox 8 —
il TineppyxJuBicTh cyrio6is

OCKUIbKM CHHJPOM YacTO HE JIarHOCTYEThCS, NEsKl
BUIIA/IKH BBKAIOTH 32 YKOPCTOKE TIOBOJKEHHS 3 JIITHMH.

Kuaacugikaunis

3a  BUHATKOM  THIly  TiEppyXJIMBOCTi,  Oynu
i1eHTU(iKOBaHI i OTOTOXKHEH1 OKpeMi MyTallii — BOHU MOXYTb
OyTH TOYHO BU3HAYCHI TEHETUYHUM aHaii3oM (Tadi. 1).

Tun «2ineppyxnueicmo»

Tun 3 Tpamnsersea B 1 ocobu Ha 10 000-15 000, mo
poOHTH HOro HalMOMMpPEHIIMM BapiaHTOM XBOpoOH. O3HaKH
Ta CHMIITOMH MOXYTh OyTH HE JIiarHOCTOBaHi JIiKapsiMu a0o
3a3BMYail MOMWJIKOBO JiarHOCTOBaHI sK (¢iOpomianrisa 1
3BHYAITHO XBOPHUM HE CTaBJATH JiarHo3y, MOKH HE BUSBIIATH
CepHO3HMX  ycKNaaHeHb. JlilarHOCTMKY  3JIHCHIOIOTH B
OCHOBHOMY 32 JIOTIOMOTOFO KJIIHIYHHX CIIOCTEPEIKEHb.

OCHOBH1 03HAaKH Ta CUMITOMH:

— BUIBHI, HeCTaOUIbHI  CYIJIOOM, CXHJIBHI  JIO:
pO3TATYBaHHS, BHBHXIB, MIJIBUBUXIB (YaCTKOBUN BUBHX),
MepEPO3TUHAHHS CYTJIO01B;

— IUIOCKOCTOIIICTB,

— BHUCOKE 1 BY3bKe T THEO1HHS;

— JIETK1 CHUHIII;

— JIETKO MOIIKO/KYEThCS OKCAMHTOBO-TJIA/IKA IIKipa;

— paHHil MOYaTOK OCTEONOPO3Y (3a3BUYAl BUSABISAETHCS
micist 30 pokiB);
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Tabmuus 1 — Knacudgikaniss TunmiB rineppyxjauBocti

Tun Homep Onuc OMIM Ien (n)
IineppyxiuBicTh Tun 3 VYpaxye 1 ocoby ma 10 000-15 000, 130020 COL3A1, TNXB
(Hypermobility) CIPHYINHEHUH ayTOCOMHO-JOMiHAHTHHM

MexaHi3MoM. BuHukae B pesyabrari myTamii
OyIb-SKOr0 3 JBOX TEHIB, SIKi BHKIMKAIOTh
cyauHHHH THII 1 cuaapoM Enepca — Jlannoca 3
nebinurom TEHACLHHY-X BiIoOBiHO.
BusBnserscs B TineppyxJIMBOCTI CyIIIOOiB,
YPOKEHHS  WIKIpH  BHP@KEHE  MEHIIE.
XapakTepHi XpoHiuHi M’s130BO-CKeIeTHi 60
Kitacuunmit Tumm 112 VYpaxae npubmuzHo Big 2 g0 5 ocib Ha 130000, 130010 COL5A1, COL5A2, COL1AL
(Classical) 100 000. 3auinae komareH Tumy V, a TaKOX
KoJsiareH tuy [
CynuHHHIA Tun 4 VYpaxae npubmuzHo 1 ocody wa 100 000. 130050 COL3A1
(Vascular) Buknkannit AyTOCOMHO-IOMiHAHTHHM
nebekroM y cuntesi konareHy tumy 11
Kicdockomios Tun 6 AYTOCOMHO-JOMiHaHTHUH nedexr, o 225400, 229200 PLOD1
(Kyphoscoliosis) BUKIMKAE  HEHONIK  ()epMeHTy  JIi3uH-
rigponasu. Hewacto Tparuiserbcs, OMUCaHO
Oinpire Hixk 60 BUNAAKIB
ApTtpoxanazis Tunu 7AiB | Ypaxkae xomaren tumy 1. [lyxke pimkicHuid, COL1A1, COL1A2
(Arthrochalasis) orrcado 6mu3bKo 30 BUNaaKiB 130060
Jlepmartocmapaxcic Tun 7C Takosx myxe piaKicHUH, omcaHo 6mu3pko 10 AD

(Dermatosparaxis)

BHUIIAJIKIB
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https://ru.wikipedia.org/wiki/OMIM
http://omim.org/entry/130020
http://www.genenames.org/data/hgnc_data.php?match=COL3A1
http://www.genenames.org/data/hgnc_data.php?match=TNXB
http://omim.org/entry/130000
http://omim.org/entry/130010
http://www.genenames.org/data/hgnc_data.php?match=COL5A1
http://www.genenames.org/data/hgnc_data.php?match=COL5A2
http://www.genenames.org/data/hgnc_data.php?match=COL1A1
http://omim.org/entry/130050
http://www.genenames.org/data/hgnc_data.php?match=COL3A1
http://omim.org/entry/225400
http://omim.org/entry/229200
http://www.genenames.org/data/hgnc_data.php?match=PLOD1
http://omim.org/entry/130060
http://www.genenames.org/data/hgnc_data.php?match=COL1A1
http://www.genenames.org/data/hgnc_data.php?match=COL1A2
http://omim.org/entry/225410
http://www.genenames.org/data/hgnc_data.php?match=ADAMTS2

— ypakeHHs cepIlsi: HaO0yTa Baja ceplis (Taka sK MpoJIarc
MITPaJILHOTO KJIalaHa, 10 CTBOPIOE MMiIBUIIICHUH pU3HK 1HEKIIIT
(eHmOKapIUT) MM Yac omepaiil (TakoK MOKJIUBUN PO3BUTOK J10
nyxe HeOe3NMeYHOro [UIs OJKUTTS CTYNEeHs MpH IpoJiarnci
MITPaJILHOTO KJIalaHa).

[HI1i cCUMIITOMU Ta YCKJIQAHEHHS MOXKYTh BKJIIOYATH:

— HU3bKY HIUIBHICTh KICTOK (OCTEOIEHIs) — MONEPEIHUK
0CTEOIIOpO3Y;

— M’S130BY CJ1a0ICTh, YacTO YCKJIAIHIOETHCA XOJIOJHOIO
MOT0/I0I0;

— nedopmarii xpeOTa, Taki SK CKONIO3 (BUKPUBICHHS
xpedTa), kiho3 (ropd y rpyanomy Bigainmi), en: Tethered spinal
cord syndrome, 6a3wisipHa iHBariHamis (cranial settling), a Takox
Manbdopmariiss ApHoisaa — Kiapi (ypakeHHs JOBracToro Mo3Ky,
MO30YKa, BHpaXEHI TMOTHWJIMYHUM OoJieM, TOpPYIIECHHIMH
KOBTaHHSI, aTaKCI€I0 Ta IHIIMMH CUMIITOMaMH);

— (yHKIIOHATBHI PO3JaIi KUIIEYHHUKY ((yHKIIOHATBHUIA
racTPUT, CHHIPOM PO3/PATOBAHOTO KHIIKIBHUKA);

— CTUCKaHHS HEpBIB (CHHAPOM 3aIl’sCTHOTO KaHamy,
napecTesisi, HeBpajris TpiiyacToro HepBa);

— xBopoOy PeliHo;

— Mianrito (011b y M’s13aX) Ta apTpaIrii;

— HaJIMIpHY BTOMY;

— TepelyacHUd pPO3pHB aMHIOHAa (BUKHIECHb) MiJ yac
BaritHocTi, en: Premature rupture of membranes.

HemoBnsTa 3 rineppyXxJauBicTiO Cyriio0iB MalOTh CIAOKHiA
M’SI30BUH TOHYC (M’30Ba TIMOTOHIS), IO MOXE 3aTpuMaTH
PO3BUTOK TaKMX MOTOPHMX HaBHYOK, SIK CaMOCTiiiHe
NIPUCA/KyBaHHS, BCTABaHHS W XOIHHS.

binb, mo # cynpoBOmKye ILed cTaH, € CepHO3HUM
YCKIIQTHEHHSIM.

Knacuunuit mun

IIpu crapiii cucremi knacudikaiii BiH OyB MOJIIJICHUIN Ha
mea Ttunu: tan | (Tsokkuil) 1 tun I (momiphuit). Ypaxkae
npubsm3Ho Bim 2 a0 S5 oci6 wa 100 000, i € gpyrum 3a
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MOIIMPEHICTIO. Ypakae koyared V 1 [ Tumis. Baxnusi cumnromu
3auinarTh MKipy Ta cyriodu. XBOpi 3a3BUYAl MarOTh Taki
MIPOSIBU:

— TNIaJKa, JAY)Ke eJacTUYHa IIKipa, JIKO ITOIIKO-
KY€ETHCS;

— MOTBOpPHI a00 HA/A3BHYANHO BEJHKI IIPaMHU, OCOOIMBO
Ha J1001, KOJIiHaX, JIKTSX 1 mia00opiai;

— TINepPYXJUBICTh CYIJ00iB, MalOTh TEHICHIIIO [0
BHUBHUXIB, PO3TATYBaHHsS 3B’S30K 1 IIJBUBHUXIB (3a3BHUYall Yy
KOJIIHHOMY CYTJIO01, ey, 1’ ICTKOBO-(paJlaHTOBOMY CYIJIO01 Ta
CKPOHEBO-IIEICTTHOMY CYTJIO00i.

VYHaCHiIOK 3HM)KEHOTO M S30BOIO TOHYCY B HEMOBIIST
MOe OyTH TOPYIIEHUI PO3BUTOK MOTOPHUX HABHYOK.

Ha cporoani He icCHye MEBHOTO TECTy ISl A1arHOCTHKH
poro tuny cuaapomy. I JIHK ananis, 1 6i0XiMivHI JOCITIKSHHS
BUKOPHCTOBYIOTh I BHSBJICHHS YpaK€HUX XBOpoOow. VY
JeSIKUX BHIAJKax Oiomcis ImKipu Oyina BH3HaHA KOPHCHOIO IPH
BCTaHOBJIEHHI JiarHo3y. Ha >xanb, 11l TeCTH HEe JOCUThH HaJiiiHi,
00 BHUSABUTH BCIX XBOpPHX. SIKIIO0 B POJAMHI € KUIbKa XBOpPHUX
YJeHIB, TO MOXHa IMPOBECTH BHYTpilIHLOYTpoOHY JIHK-
JIIarHOCTHKY.

Cyounnuit mun

VYpaxae nmpubauzHo 1 oco0y Ha 100 000, BUKIMKaHUI
ayTOCOMHHMM JOMIHaHTHUM J1e€()€KTOM y CHHTE31 KOJareHy THILY
Ill; IV Tun € HallHEOE3MEUHIMIUM PI3HOBUAOM CHHIIPOMY.
[TpoBeneHi nochiykeHHs BHM3HAYalOTh OYIKYBAaHY TpPUBAIICTh
KUTTS mpubnu3zno no 48 pokis. [lpore ns mudpa WMOBIpHO
CroTBOpeHa i 0a3yeThest Ha (akTi, MO0 1Eel TUM (SK yCi 1HII TUITH
CHHIPOMY) ICTOTHO HE BHSBJISIOTh, 1 BHCOKA MPOMOPIIIS
CMepTeNbHUX BUIIA/IKIB CIpUYMHEHA MIOCMEPTHUM
niarHocTyBaHHAM. [linBuiieHHS 0013HAHOCTI cepex JiKapiB 1
HACEJIEHHS MOXe€ JOMOMOTTH 3pO0UTH 110 U(Py OiIBIIT TOYHOO
Ta CKOPOTUTH KUIBKICTh NEPEAYaCHUX CMEPTEN.
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O3HakM Ta CUMIITOMHU:

— TineppyXJMBICTh, HAMOUIBII OYEBUIHA HA MANBLSAX PYK
1 HIT;

— TEHIITHI CTIHKM CyIWH OOOJIOHOK OpraHiB 1 HIXKHOI
IIKIpA, MAaTh CXWIBHICTH 10 pPO3pUBY ab0 YTBOPCHHS
aQHEeBPU3MU,

— XBOpI 3a3BHYall MalOTh TOHKY, Oy ¥ TIpO30py MIKIpY
(MoxHa 0auMTH BEHU HA IPYIsX);

— apTepiajibHa, KUIIKOBA, MAaTKOBA KPUXKICTh CyIHH a00
TPIIIUHU, PO3PUBH,;

— BEJIMKI CUHIII.

Jleski TaIl€eHTH MarOTh XapaKTEepHI pPHUCH  OOJIUYYSL
(BemMKi O4i, MaJeHbKe MiAOOpioas, TOHKHH HIiC 1 TyOm, M sKi
ByXa) 1 MaJIeHbKHI 3piCT.

VY pe3ynbTaTi MOKIMBOCTI MATKOBOTO PO3PUBY BariTHICTH
MOK€ BHUABHUTHCS HeOe3nmeyHoro s KkuTTsa.  JloctymHe
naboparopue TtectyBanHs. LlIkipHa Giorcis Moxe OyTH TOKa30M
aHOMAaJNbHOI CTPYKTYpHu Kojareny. Lleit GiomexaHiuHui aHai3
BUsiBIsie Outbmie Hixk 95 % BumankiB. JlabopatopHe TecTyBaHHS
peKoMeH10BaHe oco0aM, sIKi MaloTh J1Ba a00 OUIbIIE 3a3HAYCHUX
cumrnrtoMmiB. JIHK-anamiz moxxe BUABUTH 3MIHM B MEXax reHa
COL3Al1. s indopmaris pgomomarae B TMEPEANOIOTOBIH
TE€HETUYHIN KOHCYNbTAIlll, KOJU OJIUH 13 0aThKIB J1arHOCTOBAHUM
1 BilomMa #oro reHeTn4yHa mMyTauis abo OyB MpPOJIEMOHCTPOBaHUN
OlomMexaHIYHUM Te(DEKT.

Tun «xigpockonios»

Tunm VI nyxke piakicHuid, BusBieHO Oinmbme HiX 60
BUNAJIKIB, MEPEIAEThCS ayTOCOMHO-PELIECUBHUM MEXaHI3MOM.
OCHOBHHMM CHUMIITOMOM € 3arajibHa HECTaOlIbHICTh (HEMIIHICTh)
cyrno0iB. Y HEMOBIAT CHOCTEPIraroThCsl ClIadUil M’ S30BHi
TOHYC, 3aTPUMKa B PO3BHTKY MOTOPHHX HABHYOK, IIPOTPECYIOUE
BIIPOJIOBXK KHUTTS HEHOpMaJlbHE BUKPUBJIEHHS XpeOTa — CKOJIi03,
IpU SKOMY 3a3BHYail XBOpl HE MOXYTb XOIuUTH 110 20 pPOKIB.
Jlerko paHuMi 04l Ta IIKipa, TaKOX MOXIIMBA YpPa3JIUBICTH
KPOBOHOCHHX CYIUH. CrnocrepiratoThcsi: CIIOHTaHHE
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BI/IIAPYBaHHS CITKIBKH, KPOBOBWJIMBH Yy CKJIOMOJIOHE TIJIO,
PO3pUBU OYHOTO 5I0JyKa 1 poriBKM, ckjiep. Takoxk y KicTKax
MOke OyTH 3HWXKEHA WIUIBHICTh. ICHye 4YOTHpH OCHOBHHX
MEIWYHUX KPUTEPii AJIs 1IarHOCTUKH LBOTO THITY.

— TIIEPPYXJIUBICTH CYTJIO01B;

— cy1abuil M’A30BUI TOHYC Y HOBOHAPOPKEHHUX;

— MIPOrPECYIOUYMH 13 HApOAKEHHSI CKOJI03;

— TeHJITHI (ypa3JiuBi) 0di, 0 MOXE HaIaTH OJIAKUTHOTO
BIJITIHKY CKJIepaM a00 CIIPUYHMHUTH PO3PHUB OUCH.

Buknukanuii 3miHamMu B XxpomocoMmi 1 rena PLOD, mo
Koaye (EepMEHT i3Wi-Tiponasy. MOXIHBHH J1TaOOpaTOpPHUIA
TECT, Y HbOMY BHMIpIO€Tbca BMICT B cedi hydroxylysyl
pryridinoline’a. Bin ayxe 4uyTinuBHii i cienudiyHUN Ui LBOTO
TUILy CHHIPOMY, PEKOMEHAYETbCS HEMOBIIATAM 13 TpboMa 1
OisIbIIIe OCHOBHUMHU CHMIOTOMaMH. BHYTpiTHROYTpOOHMIA aHawi3
3aCTOCOBYIOTh,  SIKIIO  BiAOMO MpO  ICHYIOUYMH  PHU3HK:
JIarHOCTOBAaHI XBOPI WICHH CiM’i, sKi MalOTh MO3UTHBHI
pe3yibTaTH TECTyBaHHs. BuinesrajaHuil amMHIOLEHTE3 MOXKe
OyTM BHMKOHAHMH, SKIIO 3apOJAKOBI KIITUHU OepyTh 3
AMHIOTHYHOI PIAMHY 1 BUMIpSIHA aKTUBHICTb (DEPMEHTY.

Jiarnocruka:

* KIIIHIYHI CUMIITOMU,

* POIMHHUI aHAMHE3;

e Oilomcia mKipu (IUig AIaTHOCTUKH CYIJUHHHX —Ta
apTpoXxalli3alliifHuX THIIB CHHAPOMY);

* aHaJIi3 cedl (A7 TUIy KipocKoiosy).

JlikyBaHHst

JlikyBaHHS Hemae, ayie IiCHye Tepamis (JOTJIsAd), IIO
MOM’IKIIIY€ HACTIIKH XBOPOOH.

MennyHa  Tepamis ~ CIHMpaeThCs  HAa  KepyBaHHSA
CUMIITOMaMH 1 HaMaracTbCs 3a1mo0irTi MO ATBITHAM
YCKJIQJIHEHHSIM.

Benuki no6osi no3um (1-4 r) Bitaminy C MOXYTh
3MEHIIMTH CHHLI Ta JONOMOITH B 3aro€HHi paH. Y Tepamii
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MPOTMIOHYETHCS 3aXUIIATH IIKIPY COHIIC3aXMCHHUM KPEMOM Ta
YHHUKATH isITBHOCTI, 1[0 IPU3BOJUTE JI0 TPABM CYTI001B.
IIporuos
[Iporno3 mns oci6 i3 cuHapomom Enepca — Jlannoca
3aJICKUTh BiJl TUIY. BIIBIIICTh JIOACH MaTUMYyTh CHPHUSTIUBUI
nporao3. OcoOu i3 CyIUHHUMH THUIIAMU MAIOTh ITiIBUICHUMA
pu3KK (paTaabHUX YCKIIATHCHb.
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Po3nin 3
CITAJIKOBI XBOPOEY OEMIHY.
NPUHIMAIIN JIKYBAHHS CIIAJIKOBUX XBOPOB,
PEABLIIITAIIII TA COIIAJIBHOI ATANTAIII

CnankoBi xBopoOu o00MiHy peuoBuH (CXOP) —
HalluMCIIEHHIIIA IPyNa ayTOCOMHO-PELIECUBHUX 3aXBOPIOBaHb.

[lepeBaxkHa yacTWHA CIAJKOBUX METaOOJIYHHUX PO3JIA/iB
MOB’s3aHAa 3 MYTAIli€l0 TeHIB, M0 KOAYITh (EepMEHTH
(bepmenTomarii abo en3umomnarii). KiacuunuMm mnpukiiagom
MOXe OyTH Tpymna 3axBOPIOBaHb, OOYMOBIICHHX IOPYIICHHIMHU
00OMiHy aMiHOKHCIIOT.

CrnaznkoBi XBopoOM OOMiHY MOXYyTh OyTH TIOB’si3aHi
TAaKOXk 13 MOPYIICHHAM CTPYKTYpU KIITHHHHUX pEUEnTopiB 1
KaHaJiB, TPAHCIOPTHUX OUIKIB, IMyHHOTO 3aXHCTy, CHUCTEMH
BUJUICHHS  KIHIIEBUX MPOAYKTIB Merabomizmy. VY  pasi
depMeHTONATIH Ccepen TeTepo3uror CcuHTe3yeThess 10 S50 %
dbepMeHTy 1 BOro JAOCTaTHBO JUId 3abe3neueHHss (QyHKIi, TOMY
OuTbLIICT,  (pepMEHTONATI  YCHAJKOBYEThCS K PELIECHBHI
3aXBOpIOBAaHHS  (ayTOCOMHO-peLecMBHI  a00  34YeIUIeHI 3
X-xpomocomor). CXOP moB’si3aHi 3 mMOpyIIEHHSIM OyI0BU
CTPYKTYpPHUX  OUIKiB, MOXYTh OyTH  pEHECUBHUMH 1
JTOMIHAHTHUMU.

IcuytoTs pi3HOManiTHI kinacudikarii CXOP: 3a tunom
yCHaJKyBaHHS, 3a XapaKTepoM MeTabONIuHUX MOpYILIEHb, 3a
KJIIHIYHUMHU [IPOSIBaMHU Ta iH., )KOJIHA 3 IKUX HE € BUYEPITHOIO.

3a npunyunom npogiOHUX noOpyuieHv 0OMIHY peuosuH
6UOINAIOMb MAKI MUNU:

1. TlopymenHss oOMiHy aMiHOKHMCIOT (aMiHOAUMIypli) —
(beHITKeTOHYpis, TOMOIIUCTEHYPIisl, albOiHI3M, aTKaNTOHYpis Ta
1H.

2. TlopymeHnHss OOMiHYy BYIJIEBOJIB — TaJlaKTO3EMisd,
[JIIKOTE€HO3H Ta 1H.

3. [opymienHss oOMiHy IiMiJiB — JiMiJ03U TJIa3MaTUYHI
(cimeitHa TimepxoJyieCTepUHEMIs) 1 JIMIA03W  KIIITHHHI — —
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raarmosuao3n  (xBopodba Tes — Cakca), uepedbpo3unosu
(xBopoOa I'omre) Ta iH.

4. IlopyuienHs: 0OMiHY ITyPHHIB 1 MIPUMIIUHIB — CHHAPOM
Jlem — Hixana, okpeMi ¢opMH MOJATPH Ta 1H.

5. TlopymeHHss oOMiHY aMOHIEBUX CHOJYK — JepIlHT
OpHITHHTpaHCKapOamisasu, TinepapriHiHeMis.

6. Ilopymenns oOmiHy mopdipuHiB —  TOCTpa
iHTEepMiTyIOUa Iopdipis Ta iH.
7. TlopymenHs OunipyOiHOBOro OOMIHY — CHHIPOMH

Ha6ina — /[xoncona, Kpiriepa — Haiisipa Ta iH.

8. IlopymenHss oOMiHY OpraHiYHUX KHCJIOT (OpraHiuHi
anuaeMii) — mMpomioH, METHJIMAJIOHOBA, 130BajIepiaHOBA alMICMIi.

9. Ilopymiennss oOMiHy MeTaliB — xBOpoOa Binbcona —
KonoBanosa — KonoBasioBa (0OMiH Miji), reMoxpomaro3 (0OMiH
3aji3a) Ta iH.

10. IlopymieHHs CUHTE3y TOpPMOHIB — TIIIOTHPEO3,
NPUPOKEHA TilepIuIasis HaIHUPKOBUX 3aJ103.

11. CnankoBi XBOpoOM OOMIHY CIOJIyYHOI TKaHMHU —
MyKOTIOJIicaxapuao3u, xsopoba Mapdana, cunapom Enepca —
Jlano Ta iH.

12. TlopyuieHHs! TpaHCHOPTY XJIOPUIIB — MYKOBICIIU03.

13. CXOP TpaHCcOpTHUX CHUCTEM HHUPOK (TyOynomarii)
LUCTUHYDIs, BiTaMiH-/|-pe3ucTeHTHUI paxiT Ta iH.

14. CniagkoBi remornio0iHomaTii.

15. Jli30ocOMHI XBOpOOM HAKOIWUYEHHS — MYKOIOJII-
caxapua03u, C(HiHTOTII03H.

16. [1epokcucomui xBopoOu — xBopobOa LlenpBerepa.

17. MiToxoH/pianbHi XBOPOOH.

18. CrmagkoBi imyHonedimutHi ctanu (CXOP nelikonuTiB
1 1iM(OLIUTIB).

19. CXOP eputrpony — reModiTH4HI aHeMii, HEIOCTaT-
HICTb IUII0K030-6-(ocdaTnerigporeHasu Ta iH.

20. CXOP mu1yHKOBO-KMIIKOBOTO TPAaKTy — CHHAPOM
MaibabCcopOIIil 32 HEOCTATHOCTI AMcaxapyia3 Ta iH.
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3a kainiunumu nposeamu CXOP mooswcymv Oymu
noOiNeHi maKkum YuHom:

- HEUpOMs130B1;

* GHJIOKPHHOMATIT;

* IIEYIHKOBI;

* CIIOJIyYHO1 TKaHWHU;

KHUIIKOBI (CHHIPOM MOPYIIEHOTO KHUIIKOBOTO BCMOK-
TyBaHH:);

* epUTPOIUTApPHI (reMOTI001HOMIATI);

- imyHoeinuTH;

- pemmapanii THK;

* JII30COMHI — XBOPOOH HAKOTTUUCHHS;

* MITOXOH/IpiaJIbHi;

* IGPOKCUCOMHI.

Hiarmoctuka CXOP 3a KIIiHIYHUMH O3HAKaMH CKJIaJIHA,
OCKUTbKM KJIIHIYHA KapTUHA CHaJKOBUX XBOpPOO OOMiHY
nosiMopdra 1 mepekpuBaetbes. Tounmii giarno3 CXOP moxHa
BCTaHOBHTH 3a JIOTIOMOTOIO J1a00paTOPHUX METOMIB (CKPUHIHTOBI
010XIMIYHI 3 MOJAJBIIMM YyTOYHEHHSIM pAiarHosy). OnHak 3a
pI3HUX CHAJKOBHX MOpPYyIIEHb MeTabosli3My € 3arajibHi
CUMITOMH, [0  JIO3BOJISIFOTH  3aIMJO3PUTH IO  TPYIy
3aXBOPIOBAHb.

3.1. Aabbinizm

AnbGinism (Bix mar. albus — 6immit) — ypomkeHa
BIJICYTHICTh HITMEHTY IIKIPHU, BOJIOCSHOTO MOKPHUBY, PalllyKKU
oka (puc. 9).

YpomkeHa xBopoOa, 0 XapaKTEPU3YETHCS BIACYTHICTIO
HOIrMEHTY B IIKipi Ta i1 mpumaTkax, palayXHii 1 MIrMEHTHIiH
o0OosioHkax ouyeil. OCHOBOIO 3aXBOPIOBAaHHS € HE3JATHICTD
MEJIAaHOLMTIB ~ yTBOPIOBATH  MEJIaHiH, [0  3YMOBIIEHO
1HaKTUBAIII€I0 THPO3UHA3H.
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» o . . o .
Anp0OiHI3M  Bigomuil 13

JaBHIX YaciB, OyB ONHUCAHUN Y
Hasniit I'pemii Ta Pumi. bararo
BYECHUX W 1O CHOTOJHI BIJHOCSTH
Taki aHoMadii J1I0  TPUYUHHU
anenbHUX reHiB. IlirmMeHty B
TaKOMY OpraHi3mMi HEIOCTaTHBO
JUIs TIOBHOIIIHOTO iCHYBaHHS, Ta
3IUTTSA 31 CBOIM THUIIOM:
pi3HOOApPBHUI KOJIp O4Yel, 3MiHa
KOJhOPY HITTIB, BOJOCCS, OYCH
iT.0. Y pe3ymnbrari BoJOCCA
HaOupae OLIOro KOJIbOpY, a MIKipa

Pucynok 9 —

30BHiLIHiN BUIISAX XBOPOTO . . . ..
Ha AILOiHIZM " 04l — CBITJIO-POXKEBOI'0 BIATIHKY

1 MarOTh MiIBUIICHY YYTIUBICTH JI0
ynbTpadioNeToBOro  BUIPOMIHIOBaHHSA. 3ip yacto OyBae
0CJ1a0JIEHUM.

AnB0iIHI3M MOXE CIIOCTEPIraTHCs JIMIIE B TUX 0cCi0, 060€
0aTbKiB SKMX MalOTh BIANOBIJHUI T'€H, IpU LIbOMY HMOBIPHICTb
HApOKEHHsA JUTUHHU-ab0IHOCAa TPU  KOXKHIA  BariTHOCTI
cTaHoOBHTH 25 %.

YacroTa mosiBu 0ocib 3 anbOiHI3MOM BapilO€ThCS 3aJIEKHO
BIJl PETIOHY.

B €spomi Ta IliBHiuHIH AMepuIll BOHA CTAaHOBHUTH Bif 1
Ha 17 000 mo 1 wa 20 000 miToHapOMKEHB. Y NESIKUX YaCTHHAX
Tuxoro okeany 1ei nokasHuk JopiBHioe 1 Ha 700.

Cepen neskux KopiHHUX HaponiB IliBaeHHOT AMEpUKH —
Bix 1 Ha 70 o 1 Ha 125.

Y xpainax Adpuxku Ha miBaeHb Big Caxapu
BiJ;3HauaeThes yacrtora Big 1 Ha 5 000 mo 1 wa 15 000, mpuyomy
Ut okpeMux rpym HacenerHs Big 1 Ha 1 000 mo 1 ma 1 500.

BaxnuBuMm € Te, MmO ACSIKUM JOCHIDKEHHSIM IIOJ0
YacCTOTH aJb0IHI3MYy YacTO HE BHCTadyae€ 00 €KTUBHOCTI B iX
METOH0JIOTII a00 7K BOHU € HEMOBHUMH, 3BOJISIYH 34€01IBIIOTO Il
OI[IHIOBAHHS 710 HAUOIIBII ONTUMAIBHUX TTPUITYIIEHbD.
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https://uk.wikipedia.org/wiki/%D0%90%D0%BB%D0%B5%D0%BB%D1%96
https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D0%BB%D1%96%D1%80
https://uk.wikipedia.org/wiki/%D0%A3%D0%BB%D1%8C%D1%82%D1%80%D0%B0%D1%84%D1%96%D0%BE%D0%BB%D0%B5%D1%82%D0%BE%D0%B2%D0%B5_%D0%B2%D0%B8%D0%BF%D1%80%D0%BE%D0%BC%D1%96%D0%BD%D1%8E%D0%B2%D0%B0%D0%BD%D0%BD%D1%8F
https://uk.wikipedia.org/wiki/%D0%97%D1%96%D1%80

ETioJioris

BBaxaeTncs, 10 MPUYMHOIO 3aXBOPIOBAHHS € BiJICYTHICTh
(abo Omokama) QepMeHTYy THpPO3WHA3W, HEOOXiTHOT IS
HOPMAJIbHOTO CHUHTE3y MEJaHIHy — OCOOJIMBOI PEYOBHHH, Bij
SAKOT 3aJeXuTh 3a0apBiieHHS TkaHuH. OTxe, OUMKA KOJip
ab0iHOCIB — HE 3a0apBiICHHS, @ OTO BIICYTHICTD.

Buou anv6inizmy:

— TOTAJIbHUMH,

— HEIIOBHUM,

— YaCTKOBUH.

Tomanvnun anvoinizm

Vi

« &

Pucynox 10 — Oui Jrognnmn, xi;opoi' HA TOTAJbHHUIl anb0iHIZM
(OCAL)

VYcnaaKkoByeTbCS ayTOCOMHO-PELIECUBHO 13 CEPEIHBOIO
yactororo 1:10 000-20 000. ITpunyckaroTs, 1110 HOCIi MyTaHTHO-
ro reHa CTaHOBIATH 1,5 % BChOro HaceleHHs CBITY.
JlemirmMeHTaniss IIKIpY 1 TNOPUAATKIB  CHOCTEPIraeThesl 3
HapOJDKEHHS, CYNPOBOIKYETHCS CYXICTIO HIKIpH, MOPYLICHHAM
MOTOBUAUICHHSI, 1HOJI TiMo-, ad0 TIMepTPUX030M, OCOOIMBO Ha
BIIKPUTUX JUISHKaX. Y XBOPHUX JIETKO BHHUKAIOTh COHSYHI
OMIKM, AaKTEHIYHUH XeWniT. BoOHM CXWiIbHI 1O pPO3BUTKY
KepaTuTy, TeJleaHTi0eKTa3iil. XapakTepHUMH € TOPU3OHTAIbHUN
HICTarM 1 BHUpaXk€Ha CBITJIO00A3Hb. YacTo crocTepiraroThes
KOCOOKICTb, 3HMKEHHSI TOCTPOTH 30py B Pe3yibTaTi MOPYIIEHb
pedpaxkiiii, kaTapakTu, MOKJIHMBa MikpoodTaibmis (puc. 10, 11).
Hepiako cmocrepiratoTbest 0€3MmIiqHICTh, IMyHOASPIUT (3BiACH
nepioguyHi  1H(QEKIiiHI 3aXBOpPIOBaHHS), Bagl PO3BUTKY,
CKOPOYEHHSI TPUBAJIOCTI KUTTSI, OJITOppEHis.
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https://uk.wikipedia.org/wiki/%D0%A4%D0%B0%D0%B9%D0%BB:OCA1_Auge.jpg

Ta 310poBoi Jwaunu (b)

HenoBuuii aab06iHi3M (a160iHOiIH3M)

Ha BimMiHy Bim momepenHboi (Gopmu, YCHaJKOBYETHCS
ayTOCOMHO-IOMIHAHTHO, B JESKUX BHMAJKaX — PELECUBHO.
Criocrepiraerbesi 3HIKEHHS AaKTHBHOCTI THPO3HWHA3W, ajle He
Onokana ii cuHTe3y. TakoX XapaKTEpHOK € TiMOMirMeHTallis
HIKipY, BOJIOCCS, paiimykHoi 0000HKH, iHOAI (oTOhOOIs
(HeCTIpUMHATTS CBITIA). [HIMX MedEeKTiB Ta aHOMaTii HEMaE.

YacTkoBuii aab0iHizM (miedananzm)

YcnaakoByeTbCS  ayTOCOMHO-IOMIHAHTHO.  [IposiBu
BUSIBIIIIOTBCS TPU  HAPOJDKEHHI. XapaKTePU3YETHCSI TIOSIBOIO
TUISTHOK axpomii Ha HIKipi KUBOTA, HIDKHIX KIHIIIBOK, ITacMaMH
CUBOT0 BoJioccs. JlenirMeHToBaH1 IIsMU HENPaBUIbHOT (POpMU 3
pI3KMUMH MeXaMM, Ha iX TOBEpXHi € JpiOHI TEeMHO-KOpPHYHEBI
wisiMd.  HaBkono axpomiyHMX IUISIM —IIKipa MoOXe OyTu
HIrMEHTOBAaHOI. YPa)KeHHs 1HIIMX OpraHiB 3a3BUYail He OyBae.
YacTkoBuii anp0iHI3M € OJIHUM 13 TIPOSABIB cUHApOoMiB YUemiaka —
Xiraci, Kneiitna — BapnenOypra, Titue, Menne, XepMaHcki —
[Tynnaka, Kpoc — MakKrozika — bpina.

AJab0OiHi3M oueil

1. Hemnwuna — ®onza

CumnToM#u: JIEMIrMEHTAIlisI OYHOTO JHA 13 CyIMHAMH, 110
BUCTYNAaIOTh, HicTarM, (poTooOis, 3HMKEHHS TOCTPOTH 30pY,
TPEMOp TOJIOBH, HOpMajibHa MIrMEHTAIllsl WIKIpH, MoO3aiuyHa
KapTHHA JAEMIrMEHTAIlil OYHOTO JHa B I'eT€PO3UIOTHUX HOCIfX,
MaKpOMEJIaHOCOMH B €JIEKTPOHHIA MIKPOCKOITIi.
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2. @opciyca — Epixcona (xBopoba ATaHICHKUX OCTPOBIB)

CUMIITOMHM: JEIMIMEHTALlisl OYHOI'0 JHA, TiloIuIa3is
30pOBOi SIMKH, BHUPa)K€HE 3HW)KEHHS 30pYy, HICTarMm, Miomis,
aCTUIMaTH3M, KOJipHa CJINOTa, MAaKpOMEJIaHOCOMH MpHU
€JICKTPOHHIN MIKpOCKOIIIi BiICYTHI.

3. Tun 3

CumnToMu: NMOpYUIEHHS 30pY, NPOCBIYEHHS paliayKHOT
00OJIOHKH, YpOJpKeHUH HictarM, (oTtodobis, aemrMeHToBaHe
OYHE JTHO, TiIepIrIa3is 30pOBOi IMKH, KOCOOKICTb.

HIkipHo-ouHu# aab0IHI3M (KCAHTH3M)

1. Tuposunasa-necamusnuy (3xOBTHI aJIBOIHI3M): TUTHHA
HApOJKYETbC 011010, MOTIM IOCTYIOBO 3’SIBIISIETHCA JKOBTA
MITMEHTAIlisI IIKipH 1 BOJIOCCS, BUPayKEeHa OYHA TTaTOJIOTIs.

2. Tuposunaza-nosumuenuil: anb0IHI3M, HICTarM, 3HH-
KEHHS 30DY.

3. TYRP1 (myTaris TeHa THPO3UHA3a3aIeKHOTO Oijka 1;
HMOBIpHO, aNeNbHUX 2-TO THITY): HEMOBHUHU alibOiHI3M, HiCTarwm,
HAsIBHUU MITMEHT Yy CITKIBIli, KOCOOKICTb.

4. Henoenuu (anb0IHOIINU3M): HEIOCTATHS MITMEHTAIIis
HIKIpH, BOJOCCS, TOYKOBI JIJSHKU AEMirMeHTAaIlii O4YHOro JHa i
paiiAyKoK, BIICYTHICTb HicTarmy, potodo0is 1 HOpyLIEHHS 30pYy.

5. 3 minimanvHolo niemenmayicto: BIACYTHICTh TITMEH-
Talli MWKIpKA 1 BOJOCCSA MICHISI HAPOPKEHHS, ONAKUTHI palyxH1
OOOJIOHKM, TMIrMEHTAllisl BiJOYBa€ThCS BIPOJOBK IEPILIOTO
JEeCATUPIYYSL.

6. Pyouu mun (mytauis rena TYRP1): cnocrepirators y
adponoiniB, XxapakTepHe MiTHO-UYEpPBOHE 3a0apBIICHHS BOJIOCCS 1
HIKipH.

JlikyBaHHs1 anbOiHi3My

EdexTuBHUX MeTONiB JiKyBaHHS HeMae. PekoMeH10BaHO
3aCTOCOBYBaTH (POTO3aXMCHI 3acO0HM, NEKOPATUBHY KOCMETHKY.
Jlis nojaHHs MIKIpi JKOBTYBATOTO BIATIHKY B pa3i TOTAIBHOTO i
HEMOBHOIO  albOIHI3MY pPEKOMEHAYIOTh NpHu3HauaTd Oeta-
kapoTuH (90—180 mr Ha onHy 100y). HeoOxigHO pekoMeHayBaTH
XBOPOMY YHHMKAaTH COHSIYHUX BMIIPOMIHIOBAaHb 1 3aCTOCOBYBAaTH
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CBITJIO3aXUCHI 3acO0OM IMiJT 4ac BUXOAY Ha BYJIHINIO. 3 METOIO
npo(iTaKTUKU TepelaBaHHs aHOMaJlii CIagKOBO HEOOXiTHI
MEJUKO-TCHETHYHI KOHCYJIbTAITIi.

3.2. AlkanrTonypis

AJIKANITOHYpPisi —  CHAJKOBE 3aXBOPIOBaHHS, IO
00yMOBJIEHE BUIaJaHHSAM (PYHKIIIM OKCHAAa3U TOMOT€HTU3HMHOBOT
KHCIIOTH 1 XapaKTepU3YeEThCS PO3NaJ0OM OOMIHY THPO3WUHY Ta
EKCKpEIIE 13 CeYCI0 BEIMKOI KIIbKOCTI TOMOI'C€HTH3HMHOBOI
KHUCIIOTH.

ETioJioris

AJNKanToHypisl BUHHMKA€ BHACIIIOK MyTalii TeHa, 10
KOJYE CHHTE3 OKCHIa3d TOMOISHTH3WHOBOI KHcIoTh. Ilg
MATOJIOTisl XapaKTEePHU3y€EThCS ayTOCOMHO-PEIIECUBHUM THUIIOM
ycraakyBaHHs. Ha ankantoHypito dacTime XBOPIIOTh YOJIOBIKH.
I'en oxcupmasum TOMOTreHTH3MHOBOI Kuciaotu soauHu (HGD)
JIOKaJTI30BaHMUN Ha JIOBromy Iutedi 3-i xpomocomu Jroawau (3q
21-23).

IIaTorenes

3a HOpPMalbHUX YMOB TOMOT€HTH3MHOBAa KHCIIOTa —
OPOMDKHUI NOPOAYKT po3Mady THUPO3MHY 1 (eHlIanaHiny —
MEPETBOPIOETHCSI HAa MAaNeinaneTooNTOBY KHUCIOTY, 3 SKOi B
KIHIIEBOMY MIJICYMKY YyTBOPIOIOTbCA (pymapoBa 1 aleroolroBa
KHUCIIOTH, 1110 BCTYMAIOTH B iHIII O6i0XimMiuHi nukiau. Yepes nedekr
depMeHTy T1Iell TpoIec TalbMYEThCS, 1 TOMOTSHTH3WHOBA
KHCTIOTa, W0 3AJHIIAETHCS B HAUIUIIKY TEPETBOPIOETHCS
nmoTi)eHOJIOKCH/1a3010 Ha XIHOHOBUU mojieHon (ankanToH abo
OCH30XIHOHAIIETAT), sSKa W BUBOJUTHCS HUPKAMHU. AJIKANTOH
HETMOBHICTIO €KCKPETYEThCS CEYEI0 1 MOYMHAE BIIKIAIATUCS B
XpALIOBIH Ta 1HIIHM cromy4yHi TKaHWHI, OOYMOBIIOIOYH iX
NMOTEMHIHHA 1 MiJBUIIEHY KpuXKicTb. Haifuactimme nepemycim
3’SBIISIETHCS MIrMEHTALlIs CKJIEP 1 BYIIHUX XPSIIIB.

Kuainiuni o3nakn

PanHs o3Haka ankanToHypii — BUAUIEHHS B AUTUHU Cedi,
sKa IIBHAKO TEMHIE TIPH CTOSHHI Ha TIOBITpl, MiAIrpiBaHHI,
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MIJUTY)KHIOBAaHHI. Y TMOJAIBIIOMY  MOXE  MPUETHATUCS
CeUoKaM 'siHa XBOpoOa, IO YCKIAJHIOETHCS Mi€TOHEHPHUTOM.
O3HakM ypa)KeHHS OIOPHO-PYXOBOTO amapaTry BUHUKAIOThH
3a3Buuail micns 30 pokiB. XapakTepHe MepeBaKHE ypasKeHHS
BEJIMKUX CYIVIO0IB HWXKHIX KIHI[IBOK: KOJIHHUX, KYJIBIIIOBHUX.
Pimme no mporecy 3amydaroThCs IUICYOBI CyrjaoOu. 3MiHU
XapaKTepU3YIOThCSI BTOPUHHUM OCTE0apTpo3oM. BinazHauaroTbces
00l MEXaHIYHOTO XapakTepy, YacTO BHHHUKA€E CHHOBIIT,
PE3UCTEHTHHHN 10 JiKyBaHHS. KilNbKIiCTh 3amalbHUX KIITHH Y
CHHOBIAJIbHIA  piAWHI HeBeluWkKa. Y  0ararboX TAaIli€HTIB
BiJI3HAYAETHCA MIBUJKE MPOTPECYBAaHHS JECTPYKTUBHUX 3MiH
xpsima cyrno6iB. [HoAl TepMiH, IO MPOXOIUTH Big AEOIOTY
Cyri000BOTO CHHIPOMY IO PO3BHUTKY BHP@XKEHHX 3MiH, SKi
noTpeOyIOTh CHIOMPOTE3yBaHHS CYTJI001B, MOXKE CTAaHOBUTU 2—3
poku. Hepigko Big3HAYA€THCS HAUIMINIKOBE  BIiIKIAICHHS
TOMOTE€HTHU3MHOBOI KHUCJIOTH Yy 3B’S3KaX, CYXOXKMJIKax Ta ix
000JIOHKAX, IO NPU3BOAMTH Y PSJi BHIAIKIB 10 PO3BUTKY
JIOKAJIbHUX 3alalibHUX 3MiH 1 Kanbuugikamii. Yacto ypaxkaeTbcs
xpeber. OcHOBHI cuUMNTOMU: OUTb Ta OOMEXKEHHS pYyXiB
NEPEeBaXHO Yy IOINEPEeKOBOMY BN, pialle — B TPYAHOMY 1
muiHOMY Bifjaiax xpebta. Ha peHTreHorpamax BHSBISIOTHCS
3MIHH, XapakTepHl Uil MOUIMPEHOI0 OCTEOXOHJIPO3Yy, a TAKOXK
Kanplu@ikamisi MDKXpeOLUEBUX JHUCKIB, ILI0 € XapaKTepHOIO
O3HAKOI0 OXPOHO3Y. MOXKIIMBE SIK 130JIbOBaHE YpaXKeHHs XpeOTa,
TaK 1 OJHOYACHE 3aJy4eHHs BEIUKUX cyrio0iB. KiiHiuHI 03HaK®
Yp@XEHHs XpeOETHOro CTOBMA MpPU AJKANTOHYPii MOXYTb
HaraJlyBaTi aHKIJI03WBHMM crmoHawmiT. [lig yac oOcrexeHHS
TaKUX TMAIli€HTIB BiJ3HAYA€TbCA 3HAYHE OOMEXKEHHS pYyXiB
xpebta. Ilpum 0XpoHO31 MOXKYTh BHHHUKATH PEHTIEHOJIOTIYHI
3MIHM KPHKOBO-KIYOOBUX CYIJIO0iB (0OCT€0apTpO3), HYACTKOBO
noniOHI 3 TakUMU TP CaAKpOUIeiTi. YpakeHHS XpPSIIOBOT
TKaHUHHU BYIIHUX PAKOBHH CIIOCTEPIra€TbCs MPAKTUYHO B YCIX
XBOpHUX Ha aJKalTOHYPIIO Ha pO3ropHYTIH cTaaii xBopoou. IIpu
IbOMY 3MIHIOETbCS KOJIIp BYIIHHUX PpAKOBHH: BIH MOXe
BapilOBaTH BiJ OJAKUTHOTO JIO Ciporo, 3a0apBiICHHS MOXe OyTH

68



SIK IHTEHCHBHHM, TaK 1 3JIeTKa IOMITHHUM. 3MIHIOETBCS TaKOX
€IaCTUYHICTh BYIIHUX PAKOBUH: TMpPH MajbHalii BOHU CTAIOTh
OUTBII MIITBHUMHU 1 PUTIIHUMH. Pifine 3MiHIOETBCS KO MIKipH
B JIJISHIII HOCO-TYOHUX CKJIQJIOK, MAaXBOBUX 3alaJvH, 10JI0Hb. Lli
3MIHM TPOXOJATh Oe3cuMNTOMHO. [[y’ke yacTo y XBOpHX Ha
QJIKANTOHYPII0 PO3BUBAETHCS MIrMEHTALIs CKIIEp, IO OB’ SA3aHO
3 BIAKJIAJAHHSM Yy HUX JIETIO3UTIB TOMOTE€HTHU3MHOBOI KHCJIOTH.
[HTeHCHBHICTh TAaKHMX BIIKJIAAEHh MOXKe OyTH pizHOIO0. Lli 3miHH
3a3BUYail He TypOyYIOTh MAII€HTIB, alieé € OJHUMH 3 O3HAaK LOTO
3aXBOPIOBaHHS, SIKE Ma€ Ba)UIMBE N1arHOCTUYHE 3HAYCHHS. Y
pa3i amkanTonypii mpubmuzHo y 20 % XBOpPHX pO3BHUBAIOTHCS
3MIHM  aoOpTajlbHOro KiamaHa (piAKO —  MITPaAJIBHOIO):
KaibpIudikamis cTyaok, piOpo3HOTO KUIBIIS, a TAKOK BUCX1THOTO
Bigauty aoptu. L{i 3MiHM MOXYTh OyTH 3HAUHMMHU, NPU3BOJIUTH
710 ICTOTHUX TeMOJUHAMIYHHX MMOPYIIEeHb, [0 BUMATalOTh y Pl
BUIIAJIKIB OTIEPATUBHOIO JIKyBaHHs (IIPOTE3yBaHHs KIanaHiB). €
JaHi PO PO3BUTOK KAJIBLWHO3Y KOPOHAPHHX  apTepii.
Kanpkynbo3Huii ~ MpPOCTaTUT  YacTO  BUABISETHCS  MpH
ankanToHypli. 3a3Buyail  BIH  OpOXOauTh  Maio-  abo
0Ee3CUMNTOMHO, BHUSBISETbCS TiA Yac yIbTPa3ByKOBOro abo
PEHTIE€HOJIOTTYHOTO JTOCIIIIKEHHSI.

JiarnocTuka

Haii6inbm 1H(OpMaTUBHUM JUTS J1arHOCTHKHU
aNKanToHypii € METOJ KUTbKICHOTO BU3HAUYCHHS
TOMOTEHTHU3MHOBOI KMCJIOTH 1 O€H30X1HOOIITOBOI KMCIOTH B CEHI.
Jnst [LOTO BUKOPHUCTOBYIOTh (dbepMeHTaTUBHY
cnektpodoTomerpito abo piauHHY Xpomartorpadiro. binbm
NPOCTUM, aj€ MEHII TOYHHM CIIOCOOOM BHSBIICHHS I[HOTO
3aXBOPIOBaHHS € OLIHIOBaHHS KONbOpy cedi uepe3 12-24 rop
micyis nepeOyBaHHs i Ha MOBITpi. Y LbOMY pasi BiIOYBaeTbcs
OKHCHEHHS aJIKaNTOHY, IO MPU3BOJUTE JO 3MIHH KOJBOPY cedi
(crae Oyporo abo yopHor). Lli 3MiHM BiAOyBarOThCS JHIIE 3a
JyXHUX 3HaueHb pH ceui, ToMy mpu KHUCHil peakuii ceul
HeoOXimHe 1i WiTy)KHIOBaHHS. Y psAi BHUIAIKIB JI1arHO3
«aIIKaNTOHYPIsH» MOKe OyTH BCTAaHOBJIICHHH y pasi BUSBICHHS
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XapakTepHOI TMIrMeHTamii Xpsma TiJ dYac apTPOCKoImii,
CHHOBIaIbHOT ~ OOOJIOHKM — TMiA 4Yac  MIKPOCKOIIYHOTO
JIOCJTIJDKEHHS, a00 KJIanaHiB Ceplisi — B POIIECi X MPOTE3yBaHHS.
BaxmBo  BigMeXyBaTH TIEHETUYHY  QIKANTOHYPIIO  BiA
ankantoHypii mpu rinoBiTamino3i C. OcTaHHS 3HHUKAaE IICIs
NpU3HAYCHHS  aJeKBAaTHOI /03U  acKOpOIHOBOI  KHCJIOTH.
HeoOximHO  BiApI3HATH  alKanTOHYpilO  Big  remartypii,
reMorao0inypii, Menaninypii, mopgipii.

JlikyBaHHns i npogiiakTuka

PagukanpHOro  JTIKyBaHHS HEMae, BHKOPHCTOBYIOTh
CHUMIITOMAaTUYHY TEPAIIiI0 1 BEJIUKI JO3H aCKOPOIHOBOI KHCIIOTH.

I'eneTnyHa CXMJIBHICTH

Ile 3axBOpIOBaHHA YCIAaOKOBYETbCS T'E€HETUYHO 32
ayTOCOMHO-PEIICCUBHUM THUIIOM. bBaTbKu JIFOMUHKM 3 ayTOCOMHO-
PEIECUBHUM 3aXBOPIOBAHHSM € HOCISIMH [0 OJHIA Komil
KOXKHOTO 3 MYTAIl[IfHUX T'CHIB, aJie 3a3BUYall Y HUX HEMae O3HaK
3aXBOPIOBAHHS.

3.3. 'anakro3emis

lamakro3zeMis — cHajgKkoBe 3aXBOPIOBAHHSA, OCHOBOIO
SKOTO € MOPYLIEHHS OOMIHY PEUOBHH Ha IIISAXY HMEpETBOPEHHS
rajJlakTo3u Ha TJIOKO3y (MyTalis CTPYKTYpHOIO Te€Ha, 10
BI/ITIOBIIa€ 3a CHHTE3 bepmeHTy rajgakro3o-1-
dbocharypununtpancdepasn).

ETionoris i marorenes

lNanakro3a, 10 HAIXOAUTH 3 1KE Yy CKJIajl MOJIOYHOTO
OyKpy — JIAaKTO3HM, 3a3Ha€ TNEPeTBOPEHHS, alleé peakLis
NEPETBOPEHHSI HE 3aKIHYYEThCS 4Yepe3 CHagKOBUH JePeKT
KJIFOYOBOTO (DepMEHTY.

lanakro3za Ta il MoOXiJHAa HAKOMHUYYIOThCS B KpOBI 1
TKaHUHAX, TOKCUYHO JII0OYM Ha LEHTPaAJIbHy HEPBOBY CHUCTEMY,
MEYIHKY 1 KpWINTAIWK OKa, IO BHU3HAYA€ KJIHIYHI MPOSBU
xBopoOHM. Tum ycmaakyBaHHS TalakTo3eMii — ayTOCOMHO-
pELlECUBHHUIA.
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Kuainiuni o3Hakn

3aXxBOpIOBAaHHS TMPOSBISETHCA B TEPIIl JHI W THXHI
JKUTTS BHPAKCHOIO JKOBTSAHHUIICIO, 30UIBIICHHSAM IICYIHKH,
OrOBaHHSAM, BIAMOBOIO BIX DK, B3HIKEHHIM MacHu Tina,
HEBPOJIOTIYHOIO CUMIITOMATUKOIO (cynomu, HiCTarMm
(MUMOBUTBHUH pyX OYHHMX s0JyK), TIMOTOHIEW M s3iB; Y
MOIJIBIIIOMY BUSIBISIETHCS BIICTaBaHHS y (i3HUYHOMY 1 HEPBOBO-
MICUXIYHOMY DPO3BHUTKY, PO3BHUBAETHCS PO3YMOBA BIACTAJICTB,
BUHUKA€ KaTapakTa. TsDKKICTh 3aXBOPIOBaHHS MOXE 3HAYHO
BapiloBaTH, I1HOAI €IWHUM MPOSBOM TAJAKTO3EMil € JIHIIe
KaTapakTa abo HelmepeHOCHICTh MosloKa. KiacuuHa ranakrozemist
4acTO Ma€ JKUTTE3arpokyroumii xapakrtep. OnuH i3 BapiaHTIB
xBOpoOu — ¢opma J[roapTe — MpPOXOIUTh OE3CUMITOMHO, XO4a
BiJ[I3HAYCHA CXUJIBHICTh TAKUX OCIO JO XPOHIYHHX 3aXBOPIOBAHb
MEYiHKH.

[lix 9ac abopaTOpHOro JOCHIIKCHHS B  KpOBI
BHU3HAUAETHCS TajaKTo3a, BMICT siKoi Moxke pocsaratu 0,8 r/m;
CHellaIbHUMU MeToAaMH (Xpomarorpadisi) BIAEThCS BUSBUTH
rajiakTo3y B cedi. AKTUBHICTh ()EPMEHTIB B €PUTPOILIUTAX Pi3KO
3HIKEHa a00 He BU3HAYAETHCS, BMICT (PEPMEHTIB 301JbIICHO B
10-20 pa3ziB MOpiBHAHO 3 HOPMOIO. 3a HASBHOCTI >KOBTSHHUIII
HApOCTa€ BMICT SIK IPSIMOTO (JIUIIIIOKOPOHIAY), TaK 1 HEMPSIMOTO
(BinbHOTO) OLMipyOiHy. XapakTepHi W iHII Ol0XiMIYHI O3HAKH
ypaXeHHs Te4iHKU (TIIOMpOoTeiHeMis, TrinoanbOymiHeMis,
MO3UTUBHI TPOOM Ha TMOPYIIEHHS KOJOiMOCTIMKOCTI OiIKiB).
3HAYHO 3HIKYETHCS OMIPHICTh MmoA0 1HDekii. MoxauBuii
OposiB 1 reMopariuHoro  jgiaresy  4epe3  3HIDKEHHS
MPOTETHOCUHTETUYHOT (PYHKIII MEUiHKH 1 3MEHIIEHHS KIJIbKOCTI
TPOMOOIIUTIB — MeTeXii.

HdiarnocTuka

Ha meii 4wac mpoBomsTh MacoBe  OOCTEXEHHS
HOBOHApO/DKEHMX Ha rajakrto3emii. Bu3HauaioTh piBeHb
TOTANFHOI (3arajbHOi) TaJakTO3W B IUIIMaxX BHCYIICHOT KPOBI
(bayopeclieHTHUM METOJOM. Y pa3l BUSIBJICHHS IIiIBUIIEHOTO
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pIBHS 3arajbHOi TaJlaKTO3U TMPOBOJATH BHU3HAUEHHS PIBHSA
akTUBHOCTI pepmenty AJIT.

Tsoxki GopMU 3aKIHUYIOTBCS JICTAIBHO B IEPII THOKHI
KUTTS, TIPH 3aTSDKHOMY Tiepe0iry Ha MepiiMid TUIaH MOXKYTh
BUXOJWTH SIBUIIA XPOHIYHOI HEJOCTAaTHOCTI TIE4YiHKK abo
Ypa)XKEHHs LIEHTPAJIbHOI HEPBOBOI CUCTEMH.

JlikyBaHHus i npogijiakTuka

VY pa3i miarBepaKeHHs iarHo3y HEOOXITHO TepeBeCcTH
JUTUHY Ha XapuyyBaHHS 3 BUKJIIOYEHHSM B OCHOBHOMY MOJIOKA.
Jns  1uporo po3poOiieHl  cCHemialibHI  TPOJIYKTH:  COSBAllb,
HyTpaMmireH, O€3JIaKTO3HHI EHIIT. PEKOMEHIYIOThCS 3aMiHHE
NepeIMBaHHsA  KpOBi, JpoOOBi remoTrpaHcdy3ii, BIMBaHHS
wiasMu. 3 JIIKapChbKUX IMIpermapaTiB  MOKa3aHi MPU3HAYCHHS
opotary kanito, AT®, kokapOOKCUIa3u, KOMILJIEKC BITaMiHiB.

[ToxazaHo BUCOKY €(EKTHUBHICTH PAHHBOTO BUSBICHHS
BariTHUX Yy CIM’SIX BHCOKOI'O PHU3HKY 1 BHYTPIITHBOYTPOOHOI
npo(dUIAKTHKHA, [0 TOJSITae y BUKIOYCHHI MOJIOKa 3 JIETH
BariTHUX.

OO0k ciMell pHU3UKYy [I03BOJIsIE paHO, TOOTO 1€ Ha
JOKJIHIYHIN cTafii, CrerniaibHO 00CTEKUTH HOBOHAPOIKEHOTO 1
B pa3i MO3UTUBHUX PE3yJIbTaTiB MEPEBECTU HOro Ha Oe37aKTO3HE
BUTOJIOBYBaHHA. JIsi paHHBOTO BHUSBIEHHS 3allpOIIOHOBAHI
TaKOX CHelialbHl CKPUHIHT-IIPOrpaMU MacOBOTO OOCTEXEHHS
HOBOHAPOJIKEHHX.

I3 BikOM  cmocrepira€eTbCsi  OCNAa0IEHHS  LbOTO
creuriyHOro NOpymeHHs: OOMiHY.

3.4. Cimeiina rinepxoJjiecTepuHeMist
Cimeiina rinepxoJiecrepuHemMist - TCHETUYHE
3aXBOPIOBAHHS, CYIIPOBO/)KYBaHE BUCOKHUM piBHEM
XOJIECTEpUHY, OCOOJIMBO XOJECTEPUHY JIMOMPOTEiHIB BHCOKOT
IITBHOCTI, Ta  paHHIM  PO3BUTKOM  CEPIEBO-CYAMHHUX
3aXBOPIOBaHb.
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Kuainiuni o3Hakmn

Bucokuii piBeHb XOJIECTEpUHY B KPOBI caMm 1o co0l He
CIPUYUHSE HIIKUX CUMITOMIB. JIfoqrHa HaBITh HE 3/10Ta1ye€ThCS
PO CBOIO MPOOJIEeMy, TOKH HE 3/1aCTh aHaIIi31B KpoBi. CHMIITOMUI
[[LOTO 3aXBOPIOBAHHS MOXYTh OyTH TAaKHUMH:

* BUCOKHIA PIBEHb XOJICCTEPHHY B KPOBI MAIlI€HTA,

* XOJICCTEPUHOBI BIIKJIAJEHHS Ha KOJIIHAX, JIKTAX 1 CIJ-
HUISIX — KCAHTOMHU;

* OUIb y TpPyAsX, BUKJIMKAHA 3BY>KEHHSM KOPOHAPHUX
CYIIUH, — CTCHOKapis;

* iH(apKTH, SKI TPAIUIAIOTHCS Y BIITHOCHO PAaHHHOMY BIITi.

IMaTorenes

XO0JIECTEpHH JOCTABISETHCS IO KIITHH 13 TEYIEK KPOBI.
Momnekynu JITTHIL] npukpiruitor0ThCs 10 0COOIMBUX KIIITHHHUX
perenTopiB, HIOM CTBOPEHI s HUX (32 MPUHITUTIOM «KITFOY JI0
3aMKay). 3aBASKM HAsSBHOCTI IIMX PEUENTOpiB XOJIECTEPHH
MIPOHUKAE 70 KIITHHU 1 BUKOHYE CBOT mpupoHi ¢yHKIii. ['eH y
19-ii xpomocomi (LDLR) xomye mi kmituHHI penentopu. Ilpu
CIMEHHIN TINepXoJeCTepUHEMIi Yy XBOPHX YCIaJKOBYETHCA
mytanis LDLR-rena, mo mopyiiye po3BHTOK XOJIECTEPUHOBUX
peuenTopis, iX KUIBKICTh 1 cTpYKTypy. Lle o3nauae, mo JITTHII]
HEJOCTaTHhO JOOPE 3aCBOIOIOTHCS KIITHHAMH, 3aJHUIIAIOYUCH Y
BUTJISIZII BUTBHOTO 3°€IHAHHS B KPOBOTOIN. Bucokuii piBeHb
JIITHILL y xpoBi NpW3BOAUTH JO PO3BUTKY aTEPOCKIEPO3y —
OCHOBHOT IPUYHMHHM 1H(APKTIB Ta IHIIUX TSHKKUX 3aXBOPIOBAHb.

YcenaakyBaHHA
CimeliHa rinmepxojieCTepUHEMis — 1€ TakK 3BaHe
ayTOCOMHO-/IOMIHaHTHE 3aXBOPIOBaHHS. 371e01IbIII0TO

nedeKTHUN TeH yCIaJKOBYEThCS BIJ OJHOTO HOCIS, B PIAKICHUX
BHUIIaJKaX HOCISIMH € 000€ OATHKIB.

1. Jegexmnuii cen 6 00Hoeo 3 b6amvkie. SIKIO OauH 13
0aTbKIB € HOCIEM OJHOTO HOPMAJIBHOT'O Ta OJIHOTO JE(PEKTHOIO
reHa B mapi, To KoxHa autuHa Mae 50 % WMOBIpHICTH
yCHaJKyBaHHS OJHOTO T€Ha, IO MyTye. PHU3HK pO3BUTKY
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3aXBOPIOBaHb KOPOHAPHUX CYAWH Y PAHHHOMY Billl 3aJICKHUTH BiJl
BIKY ¥ cTaTi XBOpPOi AUTHUHU:

* y 50 % 4o0JOBIKIB 13 IIMM 3aXBOPIOBaHHIM XBOPOOU
KOPOHAPHHX apTepiil pO3BUBAIOTHCS JI0 TOTO, SIK BOHU JIOCSTAIOThH
50-pigHOrO BIKY;

* Bci 100 % dY0mNOBIKIB, HAPOHKEHUX BiJ HOCIsT CIMEHHOI
rinepinigemii, OynyTh CTpaKIaTH KOPOHApHUMH
3aXBOprOBaHHSAMU 10 70 pOKiB;

* npubau3HO y 85 % TakWX YOJIOBIKIB MOXKE CTaTHUCSA
iHpapkT Miokapaa 10 nocsaraeHHs 60-pigyHOro BiKYy;

e yv 12 % xiHOK, SKi YCHAAKyBaIA IO MYTAIio,
BUHUKHYThH 3aXBOPIOBaHHS KOPOHApHUX apTepiid A0 50-piyHOro
Biky. bimmspko 74 % 3 HuX OyayTh CTpaxIaTH KOPOHAPHUMH
3axBOproBaHHAMHU 110 70 pOKiB.

2. Jlepekmnuii cen 6 0box 6amvkie. Y 1IbOMY BUIAAKY
MPOrHO3  OUIBLI HECHPHUATIMBUNA — KOXHA dYeTBepTa IUTHHA
(25%) ycnamgkoBye Bimpasy naBa jedekTHuX reHud B mapi. [Ipu
[[OMY B JIMTUHU PO3BUBAIOTHCS TSXKKI KOPOHAPHI 3aXBOPIOBAHHS
B €I JAECATUPIUYS KUTTS, HABITh y nuTsdoMy Biui. L{g popma
ciMeliHOi  TimepxojecTepuHeMii  cTilika 10  JIKyBaHHS.
HesBaxkatoun Ha BCi 3axX0OAW, pPHU3HUK CEPIEBOTO Hamaay
3QIIUIIAETHCSA Ty’)KE€ BUCOKUM. Y XBOPHUX MOXKE CIIOCTEepIraTHCS
IHTEHCUBHE BIJKJIQJCHHS HAJJIMIIKOBOTO XOJIECTEPUHY  IIiJl
HIKIPOIO — YHUCJICHHI KCAaHTOMU Ha KOJIiHAX, JIKTIX, CLAHHIIX.

Jiarnocruka

JliarHo3 ciMeifHoi1 rinepxoyiecTepruHeMii BCTAHOBIIOETHCS
3a pe3yJibTaTaMu 0araTboX TECTIiB, Cepe/l SIKUX:

* (hi3MYHMI OTJISAT;

* aHaJI31 KPOBI HA XOJIECTEPUH;,

* TOCIIPKEHHS ceplist (CTpec-TecT);

* TEHETUYHUHN aHaTI3 JUIs MATBEPKEHHS.

JikyBaHHS

OCKUIbKM 11€ 3aXBOPIOBaHHS CIIAJKOBE, TO TOBHICTIO
BUJIIKYBaTHUCS BiJ HROTO HE MOKHa. Teparmis crmpsMoBaHa Ha
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3HIDKEHHS PU3MKY 3aXBOPIOBaHb KOPOHApHHUX apTepil Ta
iHdapkTy. Pexomennanii nependayaroTh Take.

3miHa parioHy. XBOpPHM HACTIHHO PEKOMEHIYEThCS
3MCHIIUTH CIOKUBAHHS TPOAYKTIB, IO MICTATH XOJIECTEPHH 1
Hacu4eHi ®KupH. Takok KOPUCHO CITOKUBATH O1JIbIIIe KIIITKOBUHU
— cBiki ¢pykTH, oBoui. I[licms 3—4 MicsmiB Takoi TIETH JiKap
MPOBOAMTH MOBTOPHI aHANI3H, 00 BU3HAYUTHUCSA 3 MOAATBITIMHU
3axomamu. Y Oynb-KOMy pa3i JieTa — I¢ HalBaXIUBIIIA
CKJIa/I0OBa JIIKYBaHHS.

Pocaunni  crepomm 1 craHomu. [li  pedoBuHHM 3a
CTPYKTYPOIO IOMIOHI O XOJECTEPUHY, aj¢ HE 3aCBOIOIOTHCS
KIITHHAMH OpraHi3My. JlocmiKeHHs MOKa3aiu, 110 B)KUBAaHHA
CTEpOJIIB 1 CTaHOJNIB TPU3BOIUTH JO 3HWKCHHS PIBHS
XOJleCTepuHy B KpoBi. JDKepenamMu LUX PEYOBHH € KYKYpyaA3a,
pUC, TOPIXH, POCIMHHI OJIii.

Bnpasu.  Perymspni  ¢i3uuHi  BOpaBH  CHPHUSAIOTH
3HIDKEHHIO ~ PIBHS ~ XOJIECTEPUHY, IO  MIATBEPIKYETHCS
YUCICHHUMHU JIOCITIIKCHHSIMH.

Kontpons macu Ttina. OxupiHHS — L€ JQyXe 1CTOTHUHN
dakrop pusuky. [linTpuMaHHs HOPMAJILHOTO 1HAEKCY MacH Tina
(IMT) — ne onHa 3 ocHOBHHUX LuIe Tepamii. KpiM 3HMXEHHS
PHU3UKY aTepoCKiIepo3y, OOpoThOa 3 OKUPIHHAM JOIOMOXE
3MEHIIUTH HMOBIPHICTh IIYKpOBOro Jia0eTy Ta IHIIHUX
3aXBOPIOBaHb.

BiamoBa Bing maminHA. TOKCHYHI KOMIIOHEHTH TIOTIOHY
IHIIIIOIOTh NEPBUHHE YIIKOKEHHS CYIHH, 3 SIKUX PO3BUBAETHCA
aTepOCKIIEPO3 1 MOCTYIOBE 3aKyIIOPEHHS apTepii.

MenukaMeHTO3Ha Teparlis. Y TyXe HEBEJIUKOIo BiJICOTKA
XBOpUX Ha CIMEHHYy TiNepiimiieMil0 MOXXHAa  3HU3HUTHU
xonecTepuH 0e3 mikiB. IlepeBaxkHiii OLTBIIOCTI XBOPUX MOTPiOHE
MOCTIHE TMpHUiIMaHHS CHeliaJbHUX TpenapariB, TaKUX fK
CTaTHHHM (ATOPBACTATHH, CHMBACTATHH, JJOBACTATHH).

Honarkoi Mmeroau sikyBanus: adepes JITHIL, mo sBuse
cO0O0 OYMINEHHS KPOBI BiJl JIMONPOTEIHIB uepe3 creliaabHHii
amapar.
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3.5. XBopo6a Tess — Cakca

XBopob6a Tess — Cakca (XTC) (takox Bigoma sik GM2-
ra"riioninigo3, abo medinmuT Tekco3amiHimasw, abo paHHs
IUTSAYa aMaBpPOTHYHA  1MIOTIA) —  ayTOCOMHO-PEIECHBHE
TCHETHMYHE 3aXBOPIOBAHHS, 10 CHPUYUHIOE MPOTpecyrode
MOTIpIIEHHS PO3yMOBHX 1 (hi3uyHUX 3A10HOCTeH AuTHHU. [lepuri
O3HAKH 3aXBOPIOBAHHS 3a3BHYAll BUSBIAIOTHCS Y Billl IPUOIU3HO
6 MicsriB. Po3nag npu3BoAMTH 10 CMEPTI XBOPOi 0cOOM BiKOM
0JIM3bKO 4 POKIB.

3aXBOpIOBAaHHS  CIPUYMHIOE  TIEHETUYHUH  jaedexT
KOHKpETHOro TeHa. SIkio HapomkeHa qutuHa ypaxena XTC, To
I[e 03HAYae, M0 BOHA yCIAJKyBaja MO OAHIN KOmii JeeKTHOTO
reHa BiJ] KOXHOro 3 0aTbKiB. 3aXBOPIOBAHHS MPOSIBISETHCA,
SKIIIO B HEPBOBHX KJIITHHAX MO3KY HAKOIMMUYYEThCS HeOe3rmeuHa
KUIBKICTh TAQHTJIO3UAIB, 110 B KIHIIEBOMY MIJCYMKY MPU3BOIUTH
0 TIepemdyacHoi cMepTi WX KmTthH. Ha chorogHi HE icHye
KOMHUX €(EeKTUBHUX JIKIB UM 1HIIMX METOJIB JIKYBaHHS Ii€l
xBopoou. XTC Tpamisierbcs JOCUTh P1JIKO HOPIBHSAHO 3 1HIIUMU
pElECUBHIMH  3aXBOPIOBAHHSMHU, TaKUMHU SK, HaMpUKIA],
MyKOBICIIH103 (KicTO3HUH (10po3) 1 ceprnonoaiOHO-KJIITHHHA
aHeMisi, HaiO1IbIIIe MOMUPEHUMH.

XBopoOa Ha3BaHa Ha Ye€CTh OPUTAHCHKOTO O(TaTBEMOIOTa
Yoppena Tes, sikuii nepvM onucaB YepBOHY IUISIMY Ha CITKIBIIL
oka B 1881 pormi, Ta amepukaHChKOro HeBpojora bepnHapaa
Cakca.

JlociaskeHHs 3aXBOPIOBaHHS, sIK1 MPOBOMIIA HAITPUKIHII
XX cromiTTs, 3aCBiTUMIH, 110 XBopoba Tes — Cakca oOymoBIeHa
mytauigsmu rena HEXA, posmimenoro Ha 15-if xpomocomi. Ha
ChOTOJIHI B)K€ BHUsBIIEHA BeNMKa KinbKicTh MyTanii HEXA, a
HOB1 JOCIIKEHHS AaioTh 1HGopMario npo HoBi Mytamii. Lli
MyTallii Ty’e 4acTo TPAIUISIOTHCS B IEKITbKOX MOMYJISITiH.
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Knacudgikanis Ta KJIiHiYHI IPosiBU

XBopoba Tes — Caxca kimacudpikyeTbCs 3a PI3HUMH
dopMamMu 3aneXHO BiJl 4Yacy BHUHUKHEHHS HEBPOJIOTIYHUX
cumnToMiB. @opMa 3aXBOPIOBAHHS BiI0Opa)xkae BapiaHT MyTarlii.

Jumsaua ¢popma xeopoou Tesa — Cakca

[Ticns HApOMIKEHHS BIPOJOBXK MEPIIUX IMIECTH MICSIIB
JITH PO3BUBAIOTHCS HOPMAalbHO. AJle Micis TOTO SK HEPBOBI
KIITHHA ~ HAKONMWYYIOTh  TaHIIIO3MAM 1 TaKUM  YHHOM
PO3TATYIOTHCS,  CIOCTEPIraeThCs  HEBNHMHHE  MOTIPIICHHS
po3yMOBHX T2 ¢bi3uunux 3m10HOCTE XxBOoporo. JluthHa crae
CIIIOI0, TJIYXOK 1 HE MOXE KOBTaTH. M’S3M MOYMHAIOTH
aTpodyBaTucs, 1e cupuuuHse napaniy. CMepTh 3a3BUYail HACTaEe
y Billi 0 YOTHPHOX POKIB.

Ilionimkoea gpopma xeopoou Tea — Cakca

s ¢opma 3axBOpIOBaHHS TpPAIULIETHCSA OYXKE PIIKO 1
3a3BHYail MPOSBIISETHCS B AiTel BikoM Bix 2 10 10 pokiB. Y HHUX
PO3BUBAIOTBCS ~ KOTHITHBHO-MOTOPHI  MPOOJIEMH, JAM3apTpis,
nucdarisg, arakcis, BHHUKAE CIACTHYHICTh. [lamieHTHn 3
niTiTkoBoto (opmoro XTC 3a3Buuail moMuparoTh y Billl BiJ 5
1o 15 pokis.

Jlopocaa ¢popma xeopoou Tesa — Caxca

PinkicHa ¢opma posznany, BiJoMoro sk jgopocia (opma
xBopobu Test — Cakca, abo mizHs dopma xBopodu Test — Cakca,
BUHUKAae y marieHTiB BikoM Bigx 20 go 30 pokiB, dacrto
HETPaBWJIBHO MiarHOCTYETHCS, 1 3a3BHYAil HE Ma€ JIETAITbHUX
KiHIiB. BoHa xapakTepusyeTbcs TOPYIIEHHSM XOAU Ta
MPOrPECyIOUMM TMOTIpUIEHHSM HeBpoJoriyHux (yHkuii. Jlo
CUMITOMIB 1i€i (opMH, [0 BHUHUKAE B IMiUIITKOBOMY a0o0
PaHHBOMY JIOPOCIIOMY BIIli, BITHOCSTh: MPOOJIEMU 3 MOBJIECHHSIM
Ta KOBTaHHSM, XHTKICTh XOAM, CIACTHUYHICTh, 3HIDKEHHS
KOTHITHBHMX HABHYOK, BUHUKHCHHS TICHXIYHHX 3aXBOPIOBaHb,
30KpeMa MU30(peHii y BUIIIAI IICUX03Y.

Hopocna ¢popma XTC

XTC, mo BHHUKAE B MiJUIITKOBOMY YU JIOPOCIOMY BIIli,
4acTO JIarHOCTYIOTH SIK HEBPOJIOTIYHI PO3JIaJid, HAMPUKIAI SK
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atakcito @pigpeiixa. Ocobu, ypaxkeni XTC y gopocnomy Bill,
YacTO MEePECyBaOThCA 32 JOMOMOTOI0 1HBAIITHOTO Kpiciia, IpoTe
0araTo 3 HUX XHUBYTh Mail’ke MOBHOLIIHHUM >KUTTSM, ajie JIHILE B
TOMY pa3i, SKIIO MPUCTOCYIOTHCS 10 (PI3UYHUX Ta IMCUXITHUX
yCKJIaaHEHb (SIKI MOXXHAa KOHTPOJIOBAaTH 3a JOIOMOTOKO
MEINYHUX MPETaparis).

IMaTodisioJoris

XBopoba Test — Cakca BUHMKA€E BHACIHIJOK HEIOCTATHHOI
aKTHUBHOCTI (pepMEHTY TeKco3aMiHia3un A, 10 Karali3ye
Olojerpajaiiro MEBHOTO KIACy JXUPHUX KHUCIOT, BIAOMHUX SIK
rafrmio3uan. [ekco3amiHimaza A € JKATTEBO HEOOXITHUM
TIAPOTITHYHUM (PEPMEHTOM, SKHH MICTHUTBCSA B JII30COMax Ta
pyiHye  mimigm.  SIkmo  rekco3amiHimaza A mepecrae
(GYHKIIIOHYBAaTH HAJNEKHUM YHHOM, I HAKOMUYYIOTHCA B
TOJIOBHOMY MO3KY 1 MEPEIIKOKAI0Th HOPMAaJIbHUM 010JIOTIYHUM
npouecam. ['aHrmio3uaun BUPOONSIOTECS Ta 0loJerpaayroTh
MIBHJIKO HA MOYATKY JKUTTSA, B TOW Yac SK PO3BUBAETHCS MO3OK.
[MTamienTn 1 Hocii xBopobu Test — Cakca MOXKyTh OyTH BH3HAYEHI
HUIAXOM O10XIMIYHOIO aHaji3y KpOBI, 110 BU3HAYa€ aKTUBHICTb
rekco3amiHizasu A.

Hna rigponizy GM2-raHrnio3ujly HEOOXITHUMH € TpHU
Oinku. J[Ba 3 AKMX € CYOOAMHHIIIMU TeKco3aMiHima3um A, a
TPETiii — HeBETMKUH TITKOIMIIHUI TpaHcnopTHHH Oiok, GM2 —
oinok-aktuBarop (GM2A), mo € cybcTpaToM Ansi KOHKPETHOTO
koakropa ¢epmenty. [Hedinut Oyap-skoro 3 1UX OUIKIB
MPU3BOAUTH [0 HAKOMHMYEHHS TaHIIIO3HiB, B OCHOBHOMY B
Ji30coMax HepBOoBUX KiTHH. XBopoba Tes — Cakca (pa3om i3
GM2-ranrmiosnno3om ta xBopoboro Cannxodda) BuHHKaE depes
TEHEeTUYHI MyTaIllli, yCmajgkoBaHi Big 000X O0aThKiB, sKi abo
JI€aKTUBYIOTb, a00 TaJbMYyIOTh IPOLEC PO3LIEIUICHHS LUX
pedoBuH. bimpmricte myTariit XTC, sk Bi1oMO, HE BIUIMBAIOTh HA
¢GyHKLIOHATBHI ~ eJeMeHTH Ounka. 3amicTh 1OTO  BOHHU
CIPUYUHSIOTh HEMpPaBUIbHE HAKONMUYEHHS abo 30epiraHHs
depMeHTy, 'y 3B’A3Ky 3 IIMM  BHYTPIIIHBOKJITHHHE
TPAHCTIOPTYBAHHS CTa€ HEMOKIHBUM.
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XTC — 1me  ayToCOMHO-pELIECMBHE  TI'€HETHUYHE
3axBopioBaHHA. lle o3Hawae, MO y BHNAAKy, SKIIO OOWABA
0aTbku € HOCIIMH Je(eKTHOro TeHa, PU3UK TOro, IO
HOBOHApOJKEHA TUTHHA OyJe XBOPOIO, CTAaHOBUTH 25 %. Koxna
JIOJIMHA € HOCIEM JIBOX KOIINH KOXXKHOTO ayTOCOMHOTrO I'eHa, IO
ONHIA y CHagKoBaHI BiJg KOXHOro 3 OarbkiB. Skmo 00o€
0aThKiB — HOCIi MyTallii, TO BIAMOBIHO O TCHETUYHUX 3aKOHIB
MeHnnens IMOBIpPHICT MepeaBaHHs XBOPOOH AUTHUHI CTAHOBUTD
25 %. Sk 1 Bcl reHeTuyHi 3axBoproBaHHsA, X TC M0OXe BUHUKHYTH
B Oy/Ib-sIKOMY TOKOJIIHHI, PU I[bOMY HEBAKJIUBO, KOJH BIIEpIIE
BUHUKIA MyTamis. Xoua wmyTamii mo cnpuunssaote XTC,
TPAIUISAIOTHCS TOCUTD PiAKO.

AyTOCOMHO-pPEIECHBHI 3aXBOPIOBAaHHS BUHUKAIOTH, SKIIO
JUTHHA YCHAJKOBY€E IBI Komii JAeQEeKTHOro ayTOCOMHOTO TeHa,
TOOTO KOJM >KOJTHA KOIis HE MO)Ke OpaTw ydacTi B mporieci
TpaHckpuriii abo ekcrpecii Sk (QyHKUIOHAIBHUNA TPOIYKT IS
YTBOPEHHS ()EPMEHTY.

JiarnocTuka

VYnockoHaieHHST  pO3pOOJEHUX  METOJIIB  TECTYBaHHSA
JIO3BOJIMJIO HEBpOMaTojoraM HabaraTo TOYHIIIE A1arHOCTYBAaTH
xBopoOy Tes — Cakca Ta 1HIII HEBPOJIOTIYHI 3aXBOpPIOBaHHS. Y
MAIliEHTIB 13 MM 3aXBOPIOBAHHSM HasBHA «BUIIHEBA ILISIMay,
AKY JIETKO BHUSIBUTH JIIKapeBi 3a JIOIMOMOI0I0 o(TalbMOCKOIA Ha
CITKIBII OKa. LIs misiMa € MiISHKOIO CITKIBKH, IO 30LTBIIYEThCS
Yyepe3 HAKOIMWYEHHS TaHTJIO3HUIB B OTOUYIOUMX TaHTJII03HUX
KJIITHHAX CITKIBKM (BOHM € HEHpOHAMHU LEHTPabHOI HEPBOBOI
cuctemu). TakuM YUHOM, JIMIIIE BUITHEBA TUISIMH MaKyJIH € Ti€O
YaCTUHOI  CITKIBKM, sKa 3a0e3nedye HOPMaJbHHHA  3ip.
MikpockomiuHuil aHaii3 HEWpPOHIB IOKa3ye, IO BOHU €
PO3TSATHYTHMH (HABaHTA)KEHI TaHTIIO3UWAAMH) Y 3B S3Ky 3
HAQJTUIITKOBUM HAKOTIMUEHHSM TaHTITI03WIiB. be3 BUKOpHCTaHHS
MOJIEKYJISIPHUX METO/IIB JIIarHOCTUKM JIMIIE BHUIITHEBA IUJISIMHU
MaKyJdl € XapaKTEpPHOI PHCOI0 Ta O3HAKOK JUIS JIIarHOCTHKH
BCIX TaHTJI103U/I031B.
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Ha BigmiHy Bim HA€SIKHMX IHIIUX JII30COMHUX XBOPOO
HAKONUYCHHs (Hampukian, xBopobu [omre, Himana — Ilixa,
Cannxodda), renaTocrieHOMErallisi HE € XapaKTePHOK 03HAKOIO
xBopobu Tes — Cakca.

CxpuHiHr

Ckpuniar XTC 3miiiCHIOIOTE JBOMa  MOXKJIMBUMH
HUIXaMHU:

— TEecTOM Ha BHU3HadyeHHs Hocis. Ilim wac iioro
MPOBEJCHHS BUSBIISIIOTH, YM 0c00a, HEypakeHa XBOpoOoOIo, €
HocieM onHiei komii Myrtanii. barato mrogeit, oxouux mpoiiTu
TECT HAa BHU3HAUEHHS HOCIS, € THapaMu 3 TPYN PHU3HKY, SKi
IUTAHYIOTh CTBOPUTH ciM’10. Jlesiki ocoOu Ta MOAPYXKHI Mapu
XO4yTh IPONTH CKPUHIHT, OCKUJIBKA BOHH 3HAIOTh PO HASIBHICTH
TEHETUYHOTO 3aXBOPIOBaHHSA B TpabaThKiB abo0 wWIEHIB IX
pOIUHH;

— TpeHaTaJIbHUM TeCTyBaHHAM. Jlormomarae BU3HA4YHTH,
YW yCHaJKyBaB IUTI JBI JeEeKTHI KOmii T'eHa, MO OHIN Bif
KOXXHOTO 3 OaTbkiB. Ilpm BHKOpHCTaHHI IIi€i M1arHOCTUKH
3a3BUYall KUIBKICTH 1H(oOpMamlii moao ciMelHoi icTtopii Ta
myTanii (ski Bimomi TO4HO) € Ounpmiow. [IpenaranpHe
tecTyBaHHs Ui XTC 3a3Bu4ail BUKOHYIOTb, SIKILIO 000€ OaThKIB
HE MOXYTh OYTH BHUKIIOUEHUMH SK MOJHMBI HOCII. Y JESIKUX
BUIIAJIKaX CTaTyc MaTepi Moke OyTu BiJOMHMi, a OaTbka — abo
HEBITOMMIA, a00 HeTOCTYMHMI 71 TecTyBaHHs. Lleit Tect mMoxke
OyTu BUKOHaHMM yepe3 aHami3 akTuBHOCTI (pepmeHTy HEXA B
eMOpiOHaIbHUX KJIITHHAX, OTPUMAaHUX IIIAXOM Oiomcii XopioHa
abo aMHIOIeHTe3y. SIKII0 KOHKpeTHa MyTalis Oylia BHUSBJICHA B
000X 0aTbKiB, TO MOXHa 3pOOUTH TOYHIIIE JOCHIIKCHHS 3a
JIOTIOMOTOI0  TEXHOJIOT1H Juisd aHamizy MyTtamii, a came IIJIP
(moniMepasHa nauHIorosa peakiis, PCR).

JIoCTyITHUMH € JIBa TEXHIYHUX IJIXOIU O TECTYBaHHS
mytaniii Tes — Caxca. IlepmmM migxoaoM € BUIPOOyBaHHS
(bepMEeHTaTUBHOT AaKTUBHOCTI, KOJH TECTyeThbCs (DEHOTHUI Ha
MOJIEKYJISIPHOMY PiBHI HUISXOM BUMIPIOBAHHS PIBHS aKTHBHOCTI
(dbepMeHTIB, Y TOH Yac SK aHaIi3 MyTalliid (Qpyruil miaxima) TecTye
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0e3rmocepeTHO TEHOTHII, NTYKAIOUX BiJJOMI1 T€HETUYHI MapKepH.
Sk 1 B yciX MeauKo-010JOTiUYHUX TOCHIIKEHHSAX, IS 000X
MIIXO/IIB XapaKTEPHUMHU € XHUOHOMO3WTHUBHI Ta XWOHOHETATUBHI
pe3ynbraTtd. JlBa METOAM BHKOPUCTOBYIOTH MapalieNibHO,
OCKUJIBKM BHUMPOOYBaHHS (PEPMEHTATHBHOI aKTUBHOCTI MOXKE
BUSIBUTHUCS 3MIHEHUM y BUIAJIKY BCIX MYyTalliid, MPOTE 3 JESIKUMH
HETICPEKOHJIMBUMH PE3yJIbTaTaMH, y TOW Yac K aHaJi3 MyTamii
Ja€ JOCTOBIPHI pe3yNabTaTH, aje JHINe IS BIIOMUX MYTalliid.
Cimelina ictopis Moke OyTH BHKOpHUCTaHAa Il BHOODY
e(EKTUBHIIIOT0 HANIPSIMKY TECTYBaHHSI.

3.6. XBopo6a Himana — Ilika

XBopoboa Himana - Ilika (XHII) Hanexuts 10
JeTalbHUX CIAJKOBUX MOPYLIEHb OOMIHY PEUOBHH, I10 BXOJATh
JI0 BEJIMKOI TPYIH JII30COMHUX XBOPOO HAKOTIMYCHHSI.

Kuiniuni o3Haku

OCHOBHI O3HAaKd 3axBOPIOBAHHS TIOB’S3aHI 3 THUMH
OopraHamMi, B SKHX HAaKOINHMYYIOTbCS IIKIJUIMBI AJIS OpraHi3my
pevoBHHU. 30UIBLICHHS EYIHKU U CEJIE31HKH MOKE CIIPUYUHUTHU
3HWKEHHA amneTuty, 3ayTTs 1 Ounb y >kuBoTi. Hacnigkom
CIUIEHOMETaJii MoXe OyTH TPOMOOIIUTOIIEH .

HakonuueHHs cQiHroMieniHy B oOpraHax IEHTPaJIbHOI
HEpPBOBOI cucTeMH (30KpemMa, B MO30YKY) MTPU3BOAUTH JI0:

— po3najy KoOpJuHallii TOBUIbHUX PYyXiB (aTakcii);

— HEBUPA3HOTO0 MOBJICHHS (AU3apTpii);

— MOpYIIEHHs KOBTaHH: (aucdarii).

HNuchynkiiss  Oa3aJbHUX TaHTJIIB  TPHU3BOAUTH  JIO
JUCTOHII. A  TOIIKO/KEHHS BEpXHIX JUISHOK CTOBOYpa
TOJIOBHOTO MO3KY CIIPHYWHSE TTOPYIIECHHS MBUAKUX PYXiB O4el
(mapamiu M’s3iB oka). Haituacrime, 3aXBOpIOBaHHS BIUIMBAE Ha
KOpY TOJOBHOTO MO3KY Ta MIJAKIPKOBI CTPYKTYpH, IO
OpU3BOJAUTH O  TOCTYNOBOi  BTpaTH  IHTEJNEKTyaJbHUX
3M10HOCTEH, CIPUYMHSAIOYH IEMEHIIIIO Ta EMiJICTICIIO.

81


http://vse-pro-geny.ru/ua_dictionary_item_79_letter_%D0%A5_1_%D0%A5%D0%B2%D0%BE%D1%80%D0%BE%D0%B1%D0%B0-%D0%9D%D1%96%D0%BC%D0%B0%D0%BD%D0%B0-%D0%9F%D1%96%D0%BA%D0%B0.html
http://vse-pro-geny.ru/ua_dictionary_item_79_letter_%D0%A5_1_%D0%A5%D0%B2%D0%BE%D1%80%D0%BE%D0%B1%D0%B0-%D0%9D%D1%96%D0%BC%D0%B0%D0%BD%D0%B0-%D0%9F%D1%96%D0%BA%D0%B0.html
http://vse-pro-geny.ru/ua_dictionary_item_22_letter_%D0%A1_1_%D0%A1%D0%BF%D0%B0%D0%B4%D0%BA%D0%BE%D0%B2%D1%96-%D0%B7%D0%B0%D1%85%D0%B2%D0%BE%D1%80%D1%8E%D0%B2%D0%B0%D0%BD%D0%BD%D1%8F.html

Binomi TakoX BHMMAgKU BUHUKHEHHS Y XBOPUX TaKHUX
pO37aiB, K KaTarieKkcis (BTpara M sS30BOTO TOHYCY i, HaBiTb,
BTpaTa CBIJIOMOCTI, IO MOXYTh BHHHMKAaTH Ha ()OHI CHIIBHHX
eMOLIIHUX peakliil), COpUYMHEHA PAaNTOBUM, OE3MPHUUYUHHUM
cMmixoM. Yacto B oci6, ypaxxennx XHII, BinOyBaeTbcst Tak 3BaHa
iHBepCisi CHY, KO BOHH XOYYTh CHATH BJICHb 1 CTPaXJalOTh
OC3COHHSM YHOUI.

Mpuyunn

JlBa Tunu xBopoobu Himana — Ilika, A 1 BIO, BunukamTh
yHachmigok wyTtamiii rena SMPD1, B Toii yac sk xBopoOy
Himana — [Ilika tumy C COpPUYMHIOOTH MyTamii, 1o
BinOyBaroThes B reHax NPC1 1 NPC2.

XBopoba Himana — [lika ycragKoBY€eTbCS 32 ayTOCOMHO-
pEleCUBHUM TUIIOM, TOOTO JJIsl TOTO, 100 TUTHHA yCHaJKyBaja
11e 3aXBOPIOBaHHs, OOM/IB1 KOIIii YM aJielli reHa, yCIaIKoBaHi Bij
0aTbKiB, MOBMHHI OyTH MYyTOBaHi (3MiHEHI TaKUM YHHOM, IO
¢yHKIIi reHa MOPYIIYIOThCS Ha BiAMIHY Bix moximMopdizmy, B
AKOMY  HYKIEOTH]HA  TOCTIJOBHICTb  3MIHIOETbCS,  HE
CIPUYUHSIOYM  TIPU  I[OMY  JKOAHHX  (YHKI[IOHAJIBLHUX
nopyuieHs). [Ipu oMy OaThbku XBOpPOI AMTHHU HaWYacTilie €
HOCISIMM 3aXBOPIOBAHHS 1 ’KOJHUX O3HAK YM CUMIITOMIB XBOpOOU
B HMX He BHABIAETHCA. SIKmo oomasa 6ateku — Hocii XHII, To
HMOBIPHICTH TOTO, IO JUTHHA HAPOJIUTHCS XBOPOIO, CTAHOBUTH
25 %. Came TomMy s THX CiMeH, 1€ BIAOMI BHIMAJKH
3aXBOPIOBaHHS, HEOOXITHO 3IHCHUTH T€HETUYHE TECTYBAaHHS Ta
3BEPHYTHCS 32 T€HETHYHOI KOHCYIbTAIIEIO.

Kaacudikauis (1961 p.):

— xBopoba Himana — [lika, Tun A: KJIacu4Ha
1H(haHTUIIbHA;

— xBopo6a Himana — Ilika, Tun B: BiciepasibHa;

— xBopo6Oa Himana — [lika, Tunt C: HErocTpa miajiiTKOBa,

— xBopo0Oa Himana — Ilika, Tun D: HOBOIIOTIaHACHKA.

Ha cporogni, komm 3po3ymina TreHETHYHA MpHUpPoa
3aXBOPIOBaHHS, pO3Ja/]l KIaCHU(PiKYIOTh TAKUM YHHOM:
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— xBopoba Himana — Ilika, moB’s3ana 3 renom SMPDI,
sika BMinIye Tunu A i B;

— xBopoba Himana — Ilika tuny C, sikuii MicTuth THIH C1
1 C2. (Tun D BuHMKae B pe3ynpTaTi MyTallii TOTO caMOro reHa,
mio i tum C1).

IartodizioJoris

3axBoproBanHs Himana — Ilika tumiB A, B ta C — 1e
TeHETHYHI 3aXBOPIOBAHHS, M0 HAJEKATh 10 CHIHTOMIMII031B U1
Jimigo3iB (MACPYNy JI30COMHUX XBOPOO HAKOIWYEHHS), TPU
AKUX IO, HAKONMUYYIOTHCS B CENE3iHIl, MEeYiHIll, JITeHSX,
KiCTKOBOMY 1 TOJIOBHOMY MO3KY. 3a KIIACHYHOTO, iH()aHTHIEHOTO
TUIY A  3aXBOpIOBaHHS, CIPUYMHEHOTO MICEHC-MYTAIl€lo,
BUHUKAE NeIIUT CHiHTOMIETIHAZH.

Cdinromiennin — 1me OAMH 13 KOMIIOHEHTIB KJIITHHHOI
MeMOpaHH, 30KkpemMa MeMOpaHHuX opranen. ledimur dpepmenty
chiHroMienasd MOPYIIye TMPOIEC PO3IIEIUVICHHS  JIMiAiB,
YHACHIJIOK [[FOTO BiH HAKOMUYYETHCS B Makpodarax (MOHOIIUTAX
ta ¢aromurax). Lli kmiTuHM iHOAI 30UMBIIYIOTBCA A0 90
MikpoMmeTpiB y  aiamerpi. KpimMm  TOro, HakKONWYEHHs
cIHroMi€NiHy Ta XOJecTeposly MPU3BOAUTH IO PO3TATYBaHHS
mizocoM. Ilig wac ricTONOriYHOrO MOCHIIPKEHHS Ipenaparis,
OTpUMaHUX BiA mamieHTa 3 XBopobOoro Himana — Ilika, y
Makpodarax KICTKOBOIO MO3KY CIOCTEpIraloTbCsl HaJIMIIOK
JIOIAIB Ta HAIBHICTH TaK 3BAaHUX «OJAKUTHHUX TICTIOHUTIBY. Y
LUTOIJIa3M1  YTBOPIOIOTBCS ~ UYMCJIEHHI  HEBEJNMKI  BaKyoul
OJIHaKoBOi (opMH 1 pO3Mipy, IIO CTBOPIOIOTH €(eKT MiHU B
UTOILIA3MI.

JlikyBaHHs

MosxnuBocti JikyBaHHs xBopoou Himann — Ilika B
OCHOBHOMY € OOMEXEHHMMHM 1 TEepeBaXHO 3aCTOCOBYIOTH
HiATPUMYBAJIbHY Ta CHMIITOMAaTHYHY Tepartito. BapTo 3a3HaunTH,
0 omepauii 3 TpaHCIUIAHTallli OpraHiB IMOKM IO HE dyXe
ycmimHi. Y MaOyTHbOMY BYEH1 pO3PaxoBYIOTh Ha Te, IO JUIS
JIKYyBaHHS LIbOTO 3aXBOPIOBAaHHS MOXKHa Oy/e 3acTOCOBYBAaTH
TexHoyiorii (epMeHTHOI 3aMiHM Ta TeHHYy Tepamito. [lpu
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3aXBOpIOBaHHI Ha TUTT B Moke OyTH 37iliCHEHa TpaHCILIaHTAIlis
KICTKOBOT'O MO3KY.

3.7. XBopo6a I'ome
XBopoO6a T'ome —  cragkoBe  3aXBOPIOBAHHS
HAKONMUYYBAIBHOTO  XapakTepy, mo €  OogHuM 13
HaWTIOMIMPEHIIINUX Cepel JTI30COMHUX MaToJoTiid. XBopoba ['ome
PO3BUBAETHCS BHACIIOK HEIOCTATHOCTI TIIOKOICPEOpO3UIasH,
IO CTa€ pe3ylbTaTOM HAKOIWYCHHS TJIOKOIEepeOpo3uay B
TKaHUHAX 1 ISIKUX OpraHax.

IIpyuunnn
Ha renernunomy piBHI BigOyBarOThCS MyTallii B reHax,
K1 BiJIITOBIIAFOTH 3a BUPOOJICHHS dbepmeHTy

rimokornepedpo3uaasu. Lleii ren 3 aHoMmanis My JIOKaIi3yeTbesa Ha
1-it xpomocomi. Jlani Myramii CTalOTh NPUYHHOIO HU3BKOI
akTHUBHOCTI  ¢epmeHTy. TakuMm  YHMHOM,  BiJOYBAa€THCH
HAKOTTMYCHHS TITFOKOIIEpeOpO3uIy B Makpodarax.
Me3eHxiMallbHI KIIITHHH, IO OJep)Kajid Ha3By KiIiTHH [omre,
MIOCTYIIOBO  PO3POCTAIOThCA 1 CTAlOTh  TiNepTpodOBaAaHUMHU.
OcCKiIbKM B IMX KIITHHaX BiJOYyBalOThCS BHJIO3MIHU, a BOHH
MICTATBCSI B CEJE31HIN, HUPKAX, MEYiHIll, JIETEHIX, TOJOBHOMY 1
KICTKOBOMY MO3KYy, TO BOHH, Y CBOI uepry, AehopMyrOTh Iii
OpraHy 1 MOPYIIYIOTh IX HOpMaibHe (PYHKILIOHYBaHHS. XBOpoOa
["omre HaIeXUTH A0 AyTOCOMHO-PELIECUBHUX 3aXBOPIOBaHb. ToMy
OyIb-siKa JTIOAMHA MOXKE yCTaJKyBaTH MYTallil0 bOT0 (PEPMEHTY
3 yciMa OCOONMBOCTSIMH B OJIHAKOBOMY CITIBBITHOIIEHHI 5K BiJI
Oarbka, Tak 1 Big MaTepi. TakuM YUHOM, CTYIIHb 3aXBOPIOBAHHS
Ta il BHpaXeHICTh OyAyThb 3aleXaTh Bi YpaKEHHS TEHIB.
TeopeTnuHo, KOXHaA JIIOJUHA MOXE YCHAJAKyBaTH TeH
TITIOKOIIEpeOpO3UIN 3 YpaKeHHIMH a00 aOCOTIOTHO 310pOBUN. Y
pe3ynbTaTi yCMaJaKyBaHHS TeHAa 3 aHOMalisIMH BiIOyBaeThCs
MyTallis I[bOro (hepMeHTy, aje Ie e He CBIAYUTH PO XBOPOOy.
A OT SKIIO AUTHHA OTPUMYE OOMJIBA ypaK€HUX I'€HH, TO TOMIl
CTaBJISITh JAiarHO3 «xBopobOa ['omiey. [lpu ycnaakyBaHHI 0JTHOTO
ypaXeHoro TreHa  JUTHHY  BB&XalTh  JIMIOIE  HOCIEM
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3aXBOpIOBaHHS. TakuM YHHOM, SKIIO HOCI 3aXBOPIOBaHHS
obuaBa 6aThKM, TUTHHA MOXKE HAPOAUTHCS 3 XBOpobOoto ['omie y
25 % Bunazakax, autuHa-HOCciH — y 50 % 1 3g0poBuii — y 25 %.
YacToTra 1i€l CHIAgKOBOi MAToOJOrii cepeJ eTHIYHUX pac
cragoButh 1:50 000, ame mabararo 4yacTimie BOHA BUSBIIAETHCS
cepen eBpeiB-amikeHaszi. XBopoOy I'omie Ha3WBalOTh Ie W
XBOPOOOI0 HAKOMHMUYEHHS Yepe3 HEAOCTaTHICTh (pepMeHTy, SIKuil
MMOBUHEH BUBOJUTH IIKIJJIUBI IMPOJYKTH OOMIHY 3 OpraHizmy, a
HE HAKOMHUYYBAaTH 1X. YHACIIJOK I[bOTO 111 PEYOBUHU 30UPAIOTHCS
B Makpodarax JIesKHX OpraHiB i pyHHYIOTb iX.

Kainiuni o3nakn

Krniniyna kapTuHa 3aXBOPIOBAHHS XapaKTEPU3YETHCS
TppoMa THHAMH. [lpu nepwomy tum xBopobu [ome HepBOBa
cucTeMa He Oepe ydacTi B HAKOIMMYEHHI JIMiAiB, TOMY HOTO
BIJIHOCATBH JIO0 T€MAaTOJIOriYyHOro nepediry xpopoou. Hacammepen
B1IOYBA€ThCS 30UIBIICHHS OaraThOX IMapeHXIMaTO3HUX OPraHiB,
MIEPIIUM 3 SIKUX € CelIe31HKa, a MOTIM CITOCTEPITaloThCsl Bi3yallbHi
nedopmarii 3 Ooky Kicrok. Habararo wacTtime 1ed T
3aXBOPIOBAHHS MPOTPECYE Cepel TOPOCIIUX.

Jumsauuii, abo  Opyeuu, THO  xBopodbu  ['omre
XapaKTepu3yeTbcs  TocTporo  (opmoro  HeBposorii  Ta
JIIarHOCTYETHCS YaCTIIIE JI0 MIECTUMICIYHOTO BiKy. Y IIbOMY pa3i
JTy’Ke paHo 3’ SBIIAIOTHCS XapaKTEepH1 HEBPOJIOTTYHI CUMIITOMH, 3a
SAKUX YIIKOJKYIOTBCS CTOBOYpPOBI KIITHHH MO3KY, IO CTae
MPUYMHOIO JIETAIBHOTO KIHLA JITEH.

Tpemini Tun xBopoOu ['ome — 1ue roseninbHa gopma
nepebiry XxBopoodu 3 miArocTpuM HelposicuepanbHuM Tunom. Ha
MOYATKy MATOJIOTIYHOTO TPOIECY PO3BUBAETHCS CILICHOMETATIs
Ta PpPO3yMOBa BIJICTANICTh, IO MPU3BOIUTH IO YPAKCHHS
MipaMilHUX 1 EKCTpamipaMilHUX CHCTEM TOJIOBHOTO MO3KY.
XBopoba ['omie Mae OCHOBHI 3MIHM y BHIJISIIL YpaKeHHS
KICTKOBOTO MO3KY, Celle31HKH, MTiM(aTUIHUX BY3JiB 1 MEUiHKH, Y
pasi nepedpaibHOl GOPMH YPaKy€eThCS 1€ M TOJIOBHUI MO30K. Y
MapeHXiMaTO3HUX OpraHax € BENWKH BMICT KIiTHH [omre, a 3a
HasBHUX JUITHOK HEKPO3y B KOpi TOJOBHOTO  MO3KY
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BiOyBaroThcsi audy3Hi 3miHU. [lim 9gac oOCTeX)EeHHS XBOPHUX
B1JI3HAYAIOTHCS PI3KO 30UIBIICHI CEIC31HKA 1 IeYiHKa, a 1HOAI M
niMmparrani By3au. Ha Tinmi 3’SBISIOTBCS XapaKTEpHI IS IbOTO
3aXBOPIOBaHHS IUIIMHA TEMHO-)KOBTOI'O KOJILOpY. XBopoba ["omre
Ma€ XapaKTepHUH CHUMITOM Yy KJIiHIII 3aXBOPIOBAHHS Y BHUIJISAIL
30UTBIIICHHS CEJIC31HKM Ha CAMOMY IMOYaTKy PO3BUTKY MaTOJIOTII,
a TMOTIM BXe BiAOyBaeTbcs W 30UIBIICHHS PO3MIPIB TEYIHKH.
CriocTepiraerbcsi TIEBHA IMIrMEHTAIS HA OOMWYYI, KHCTSIX PYK,
CKJIEp Ta CIHM30BHX OOOJOHKaxX. A HAKOIHWYCHHS JIIIIIB Y
KICTKOBOMY MO3KY MPHU3BOAWTH [0 OCTEONOPO3Yy XpeOIliB,
CTErHOBUX KICTOK, [JI0 CIOHTaHHHMX IIEpEJIOMIB, aHEMii,
TpoMOOLUTONEHIT Ta JeWkoneHii. [HOMI B HOBOHAPOIKEHHX
TPAIUISEThCA HAaBITh 3JI0sAKiCHA (opMa 3aXxBOPIOBAHHS, IO
OPOXOMUTh y BUITISAI CHACTUYHOTO CHHAPOMY, KOCOOKOCTI,
KaITIOKONoai0Horo Kanuto. ITpu roctpiii popmi xBopobu ["omre
BUSBIIETHCS rernaTocIieHOMeranis 31 301IbIIIEHUMHU
BicIIEpAJIbHUMU JTIM(PATHYHUMHU By31aMH. BiIKpUTI YaCTHHHU Tija
3aiiMa€e MIrMEHTAallis )KOBTYBAaTO-KOPUYHEBOTO 3a0apBIICHHS, SKa
B IOJIAJIBIIOMY CTa€ OPOH30BOr0O KOJHOPY 4Yepe3 BIAKIAJaHHS
MEBHOTO MIrMEHTY Mif MIKiporo. XBOpi 3a3BHUail CKap>KaThCs Ha
O11b y KICTKaX, XapakTepHi JedopMallii 1 4acTi MepesoMH KiCTOK.
VY nitTHROMY Billl A00pe MPOCTEKYIOTHCS BUPAKEHI CHUMITOMHU
aTepoMaTo3y CyIUH OJTHOYACHO 3 T IBUTIICHOIO
xonecTepuHeMiero. Ha ocranHbomy etami xBopobu [omie myxe
4acTO PO3BUBAIOTHCS TSHKKI (POPMHU HEBPOJIOTIYHOTO PO3JIady, 110
MPU3BOJASTH O CMEPTEIBHOTO PE3YIbTaTy.

HdiarnocTuka

Coorogui jans  JiarHOCTyBaHHA — xBopoOom  [omre
BUKOPHUCTOBYIOTh pi3HI MeTroau. OJHUM 13 HalOUIbII TOYHUX
BBAXKAETHCSI aHANI3 KpOBI, 3a SKUM BH3HAUYAIOTh HASBHICTH
dbepMeHTy W piBeHBb TIIIOKOLIEPEOpO3Uaa3u y JEeHKomHuTax. 3
ananmizy JIHK, npyroro Meromy, po3risfalTh Ha TEHETUYHOMY
piBHI MyTaIlii Ta HEAOCTATHIO KUIBKICTh OCHOBHOTO (hDEPMEHTY.
Lleit MeTOq IPYHTYETHCS HAa HOBITHIX TEXHOJOTISAX MOJEKYIIPHOL
6iosorii. OcHOBHa mepeBara Ili€i JaiarHOCTHKH XBopooOw ['omre
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MOJIATa€E B TOMY, II0 MOKHA IIPOBOJAUTU OOCTEXKEHHS Ha paHHIX
TepMiHax BariTHocTi. A me no3Boise Ha 90 % y MaiOyTHROMY
BU3HAUUTU HOCIS 3aXBOPIOBaHHA 1 HaBIThb CTYMiHb HOTO
TsoKKocTi.  Tperid  cmoci®  JIarHOCTUKKA ——  JIOCIIJKCHHS
KICTKOBOTO MO3KY, IO Ja€ MOXKJIUBICTh BU3HAYUTH IUCHYHKITT
fioro kmituH. HeraTwBHUMII Oik TakOro OOCTEKEHHS IOJSITaE B
TOMY, 1110 MO>KHA J1arHOCTYBAaTH JIMILIE XBOPUX, & BUSBUTU HOCIIB
3aXBOPIOBAaHHS HEMOXJIMBO. TOMYy Ha ChOTOJHI TaKMi METOJ
MPAKTUYHO HE 3acTOCOBYIOTh. Ha xanb, 1HOAI CHMIITOMH
xBopoOu ['omie BUSABISAIOTHCS HE 3aBXKIU JETKUMH. ToMy came
MpaBWJIbHA Ta CBOEYaCHA [IIATHOCTUKA MOXE IPOJIOBKHUTH
XBOPOMY JKUTTs Ha Oarato pokiB. Ilpm 1mpomy marieHT Oyne
nepeOyBaTH I1iJ1 HariasaoM ¢GaxiBiiB (TieaiaTpiB, TeMaToJIOTIB), HE
BJIAIOYKCH O BUKOPUCTAHHSA MEAMKAMEHTO3HOTO JIIKYBaHHSA 1 HE
MOOOIOIYKMCH TIOSBH YCKJIaAHEHb. |, HaBMaKku, SKIIO XBOPHH,
SKUH CBOEYACHO HE MPOMIIOB KBali(hiKOBaHY JT1arHOCTHKY 1 HE
OTPUMaB MEIUYHY JIOIIOMOTY, MOXE BIIPOJOBX YCHOTO KHUTTS
MaTH CHUMOTOMHU XBOpPOOW, CTpakJaTd BiI HHX 1 He
370TaJyBaTUCs, MO y HHOTO xBopoOa ['omie, BIAMOBIAHO U HE
OTPUMATH MPABUIHHOTO JIKYBaHHS.

JlikyBanust

Ha cporogni B ycboMy CBITI BelnW4e3Ha KUIbKICTh
3aXBOpuMX Ha xBopoOy ['omie MOCTIHHO  OTPUMYIOTH
dbepMeHTO3aMicHy Tepamilo y BUIIISAI MoaudikoBaHUX (opm
Oeta-rmokornepedpo3uaazu. Jlo HHX BITHOCIATH  Iiepagasy
(amprimroriepa3y) abo mepesum (iMurimonepasy B iH’ekuiax). Li
mpenapatd CTBOPEHI TaKUM YHHOM, IO MOXYTH CIHEIiaTbHO
BILJTMBATH Ha Oii KpoB’siHI KIITHHU (Makpodaru), siki 3HUIYIOTh
iHpekii, I NPUCKOPEHHS  Mpolecy  pO3MICTICHHS
TIIIOKOIIEpeOpO3UIiB  Ha TIIIOKO3y 1 KepaMmiau. Y CHIIIHOTO
JIKyBaHHS XxBopoOu lomie mocsrailoTh y pa3i BUKOPHCTaHHS
1epe3uMy ImovaTkoBoro 103010 60 OJ] Ha 1 kT, sIKY 3aCTOCOBYIOTH
yepe3 KoXHI aBa TwxkHI. [licns nOpoxXomkeHHsS Kypcy
3apeecTpoOBaHO, IO caMe II€ JIO3YBaHHS 3HAYHO 3HUXKYE
OpraHOMETAJIII0, YaCTO 3MEHIIYE YCKIIAJHEHHS TeMaTOJIOTI4HOI

87



€TIOJNIOTil, @ TaKOXX IMOKpAIy€e >KUTTS OcCi0, SKI 3aXBOpLIM Ha
nepumii Tan xsopoou ['omre.

TpuBane nikyBaHHsi xBopoOu [ome num mpenapaTom
MOBHICTIO CTabUII3ye MATOJOTIYHHUN TMPOIEC, 3HMKYE BHPAKCHI
3MIHM y KICTKax 1 IMOMITHO TOKpAIly€ PIBE€Hb >XUTTSI XBOPHX.
Tomy yuMm pasnime Oyae po3modYaTo BIIMOBIIHY TEpaIio, THM
e(eKTUBHIIIUMH OYyTyTh PE3YJIbTATH.

BaxxnuBum mMomeHTOM € mpodimakTuka xBopobu [ omre,
10 TOJISITAE y MIPOBE/ICHHI MEIUKO-TEHETHYHOT O
KOHCYJIbTYBaHHsI CiMEH Ta mpeHatanbHOi miarHoctuku. Lle mae
MOKJIMBICTh BH3HAUUTH HA paHHIX eTamax aKTHBHICTH
[IIIOKOIIEpeOpo3uIa3u 1e B OOOJIOHIN IUIofa Ta KpPOB'SIHUX
KIIITHHAX HOTO ITyTIOBHHH.

3.8. Cunapom Jlema — Hixana

Cunapom Jlema — Hixana — cnaakoBe 3aXBOPHOBaHHS,
10 XapaKTepU3yeThCsl 30UIBIIEHHSAM CHHTE3y CEYOBOI KUCIIOTH
(y nmiteii), cnpuuynHeHe JedeKToM (EpMEHTY TiNOKCaHTUH-
ryaHingocpopubdoszunrpanchepasi, SAKUN KaTtanizye
peyTuii3alilo TyaHiHYy W TINOKCAaHTHHY, B pe3yJbTaTl LbOTO
YTBOPIOETHCS OiNblIa KITBKICTh KCAHTUHY 1, OTXKE, CEUOBOI
KHCIIOTH.

Mpuyunn
CmankoBa xBopoO6a O0OMiIHY pe4yoBUH, OOyMOBJICHA
nedinurom (bepmeHTy rinokcaHTHH-(pochoprdo3u-

TpaHchepasn, IO BHUSABIAETHCS PO3YMOBOKO  BIJICTAJIICTIO,
XOpeoaTeTo30M,  HamaJaMH  arpecMBHOI  MOBENIHKH 13
CaMOYIITKOJDKSHHSM, MiJIBUIICHUM BMIiCTOM CEYOBOi KHCIIOTH Yy
ceui. ['en, mo koxaye rinokcanTuH-(hochopudozunTpanchepasy,
po3mimieHuii y X-xpomMocomi. 3aXBOPIOBaHHS YCIIaIKOBYETHCS K
MOHOT€HHa peliecuBHa X-34erieHa 03HaKa.

IIaTorenes

@depMeHTAaTUBHUNA JeQEeKT MPU3BOJAUTH 10 MOPYILIEHHS
MyPUHOBOT'O OOMIHY Ta MiABUIIEHOT TPOIYKITIi CEYOBOI KUCIOTH.
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Nnepypukemiss cnpuumHioe aedinut nodaMiHy B yCiX
HiAKIPKOBUX CTPYKTypax, 3a BUHATKOM YOpHOI cyOcTaHmii, 110,
HMOBIPHO, € HAC/IJIKOM MOPYLIEHHS PO3TalyKeHHsS TepMiHajel
nohamMiHepriuHuX HEHPOHIB, 30KpeMa B CTpiaTyMi.

VYHacmijoKk  mbOTO  PO3BHBAETHCSA  TIMEPUYTIUBICTH
Dl-peuenTopiB Ha CTpiapHMX HEHpOHaX, 3 SKOK MOXXHA
YaCcTKOBO OB’ A3aTH ayTOArpecuBHi Iii.

Kainiuni o3Hakn

3axBOpIOBaHHS BiJ3HAYAETHCS B 0C10 40I0BiUOi crarti. Ha
HEPUIOMY POLIl )KUTTS MPOSIBISETHCS 3aTPUMKA IICUXOMOTOPHOTO
PO3BUTKY, B TOJAIBIIOMY MPHEIHYIOTHCS CIIACTHYHICTD 1
X0opeoaTeTo3. XapaKTepHOI 03HAKOI XBOPOOU € ayToarpeanHl
nii, sKi 3a3BUYail PO3BHUBAIOTHCS TMICIS TOTO, SIK Yy JITEH
npopi3yroThes 3you. XBopi OOKYIIyIOTH cO01 T'yOH, TPHU3YTh
HITTI, KycaloTh Maiblli, HMepearuIiuds (ax X0 caMoaMITyTarlii),
IpSMalTh HIC 1 POT ax A0 MOSBU KpoBi. bonboBa 4yTIMBICTH
3aJMIIAETECS 30€pEKEHO0I0. Y 3B’A3KY 3 IIMM XBOpP1 HEPIIKO
Kpu4ath Big Ooito, sKoro cami cobi 3aBaanu. BoHu MOXYyTh
TaKOX JIEMOHCTPYBAaTH arpecito 10 1HIIUX JIFOJeH, TPOLIUTH BCE
JIOBKOJIA. Y NESKUX BUMAJKaX CTaH MOKPAIY€eThCs TP B)KUBAHH1
JIEBOJIONH ¥ aHTaroHICTa OMiaTiB HAITPEKCOHY.

JiarnocTuka

Hiarno3 cunapomy Jlema — HixaHa BCTaHOBIIOIOTH 3a
TpbOMa OCHOBHUMM KIIHIYHUMHU €JIE€MEHTaMH: IiJBUIIECHOIO
MPOAYKIIIEI0 CEYOBOI KHUCIOTH, HEBPOJIOTIYHA JUCQYHKIIIS,
KOTHITUBHI Ta TIOBEJIHKOBI MoOpyueHHd. JlOCUTh CKJaJHO
MOCTaBUTH JI1aTHO3 Ha PaHHIN CcTajli, KOJIU I TPH O3HAKH HE TaK
oueBuaHI. [liTo3pW MOXYTh BHHUKHYTH Ye€pe3 3aTPUMKY
PO3BHUTKY, IO CYNPOBOKYEThCSA Tinepypukemiero. Takox
MOJJIMBE YTBOPEHHS KaMEHIB Yy HHpKax (HedpomiTia3z) abo
HasBHICTh KpOBI y cedl (remaTypisi), CIPUYMHEHI KHCIOTHO-
ceuyoBUM KamiHHAM. Haiiwacrime mino3pu Ha cuHapom Jlema —
Hixana BUHUKaIOTh, KOJM XBOP1 3aB/al0Th caMi cOO1 MOpaHEHb.
OpHak camMOTpaBMyBaJlbHAa IOBE/IHKA TPAIUIETHCS 1 B 1HIIUX
MaTOJIOTIYHUX CTaHaX, TakKUX sK Hecnenudiuaa po3ymoBa
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BIJICTAJIICTh, ayTu3M, cuHApoM Typerrta, cunapom Kopaemii me
Jlanre, cungpom Paitmi — Jles, HEMPOKAHTOLMTO3, CIIATKOBI
HeWpomnarii mepuoro THITY 1 JAEsKi IMCUXiaTPUYHI 3aXBOPIOBAHHS.
3 mepemiueHoro numie xBopi i3 cunapomoMm Jlema — HixeHa,
cunapomoM je Jlanra i cuaapomom Paiini — Jles neMOHCTpPYIOTh
BTpaTy TKaHWH SK HACHiOK camoropaHeHb. Oco0nmBicTIO
cunapomy Jlema — Hixana, mo BiApi3HA€ HOro BiJX I1HIIMX
CHHJIPOMiB, MOB’I3aHUX 13 3aBJaHHAM cO01 MOpaHEeHb, € KYCaHHSA
najblliB, Ty0, BHYTPIIIHBOI MOBEPXHI IIiK. HasBHICTH cUHIpOMY
Jlema — Hixana HeoOXigHO pO3rIAAaTH JMINE 3a HAsSBHOCTI
CaMOTPaBMYBAJIbHOI TOBENIHKH pa3oM i3 TiMEepypUKEMI€I0 1
HEBPOJIOTIYHOIO JTUCHYHKIIETO.

JlikyBanust

IIpu  cungpomi Jlema —  Haiixana  jikyBaHHS
QJIOIYPUHOJIOM CYIPOBOJDKYETBCS 3HIDKECHHSIM pPIiBHS CEYOBOI
KUCTIOTH (3MEHUICHHSIM TMPOSIBIB IMOJArpUYHOTO apTPUTy 1
BIJIKJIQJICHh COJICH); BiH HEe(EKTHBHHI IIOJ0 HEBPOJIOTIYHOT
cuMnToMaTtuku. B oci0 13 rimepypuko3ypi€ro, 10 PO3BUHYIACS
BHACITIZIOK TIOCHJICHHSI CHHTE3y cedoBoi kuciotu de novo abo
IpoBeIeHOl JIKapchKoi Tepamii, HEOOXiTHO MiATPUMYBATH
JIOCUTH BUCOKUI 00°eM ceui 3 pH 70.

I{poro 3a3BMYail  J10CATaroTh BUKOPUCTOBYIOUH
30ayaHcoBaHi cyminn conedd, Taki sk Polycitra, ski Giibin
eeKTUBHI, HIX rifgpokapOoHar. BaxnusicTs nmiarpuMku pH ceui
Ha piBHI O0au3bko 70 MIATBEPKYETHCS TUM (pakToM, 110 npu pH
50 po34MHHICTh CEYOBOI KUCIOTH CTaHOBUTH 150 Mr/1, y TOM yac
sk iput pH 70 — 2 000 mr/mn. [inmepypikeMiro Mpu TITiKOTeHO31, 5K 1
1HIII BUAM BUPAXKEHOI Trinepypukemii, He0OXiHO KOpUTYBaTH,
BOHA HE MIJIA€ThCSI KOPEKIIil y pa3i BBEACHHS MPOOCHEN Ty, aie
JIOCUTH YyTJIMBA 0 BIUIUBY aJONyPHHOIY.

3.9. Cunapom Jlabina — /I:zkoHcoHna
Cunapom Jlabina — JIz>koHCOHA — CHHIPOM CITaJKOBOTO
ypaxXeHHsS TIEUiHKH, [0 MPOSBISETHCS PO3BUTKOM >KOBTSHHIIL,
MOB’s3aHOI 3 TOPYIICHHSM  TPAHCIOPTYBAaHHS  MPSMOTO
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https://uk.wikipedia.org/wiki/%D0%91%D1%96%D0%BB%D1%96%D1%80%D1%83%D0%B1%D1%96%D0%BD#%D0%9C%D0%B5%D1%82%D0%B0%D0%B1%D0%BE%D0%BB%D1%96%D0%B7%D0%BC

(koH’rOTrOBaHOr0)  OULTIPYOIHY 3  TEHaTONMTIB Y  JKOBY
(ekckperiiiHa  JKOBTSHHMIL —  BapiaHT  MapeHXiMaTo3HOi
kKOBTsiHUI). CHHIpPOM Ha3BaHWH Ha 4YECTh AaMEPHUKAHCHKHX
natojoroanaromiB I3imopa Harana [labina Ta ®panka Bb.
J>xoHCOHa.

XKinku XBOpiOTH wyacTimie 3a 4YOJIOBIKIB. TpuBamicTh
JKUTTS TaKMX OCi0 HE BIJPI3HAETHCS BiJ JKUTTS 3J0POBUX OCIiO,
CHeniaJbHOro JiKyBaHHA He morpelye. [IpuiiMaHHs ecTporeHiB
NIPU IIbOMY 3aXBOPIOBAaHHI CTPOTO MPOTUIIOKA3AHE.

* 30poBa MaTH-HOCIit

0aThKO-HOCIH
%

*‘/ ‘ H::@@

310poBa IUTHHA 310pOBi AiTH-HOCIT XBopa quTHHA
(¥imoBipHicTh 1/4)  (#imoBipHicTh 1/2) (#imoBipHicTh 1/4)

3nopoBuit

PucyHnok 12 — AyrocoMHO-penieCHBHUI THII YCIAAKYBAHHS

ETionoris

3axBOpIOBAaHHS YCIAIKOBYETHCS ayTOCOMHO-PEIIECUBHO
(puc. 12). VYHacmigok wMyTamii MOPYIIYETHCS TOBHOIIIHHE
dynkiiroBanns 6inka MRP2 (anri. multidrug resistance related
protein 2), skuii BigmoBiZa€e 3a BHUIUICHHS TJIOKOPYHOBAHOT'O
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https://uk.wikipedia.org/wiki/%D0%9C%D1%83%D1%82%D0%B0%D1%86%D1%96%D1%8F
https://uk.wikipedia.org/wiki/ABCC2
https://uk.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D1%96%D0%B9%D1%81%D1%8C%D0%BA%D0%B0_%D0%BC%D0%BE%D0%B2%D0%B0

(xoH’roroBaHOr0) OUTIPpYyOiIHY B *KOBYHI KaHaJbIIl. Yepes 11e koBY
HE MOXXE NOBHOIIIHHO IEPEXOJUTH 3 TENaTOUUTIB y >KOBYHI
Kamuisipu, IO NPHU3BOAUTH 1O HAKONMUYECHHS OuLTipyOiHYy B
NEYiHI[i Ta 3BOPOTHOTO IEPEeXo]ly KOH IOTOBAaHOTO (IIPSIMOTO)

O11ipyOiHYy B KPOB.
Kainiuni o3Hakn
Cunapom  Jlabina —  J[)KOHCOHa  MPOSBISETHCS

JKOBTSIHUIICKO 3 JIETKOIO  IHTEPMITYIOUOIO  (€Mi30MYHOI0)
rinepoutipydiHemiero. IlinmBuimyeTbcss piBEHb 3a  PaxyHOK
npsimoro  OimipyOiny (Onmm3pko 60 %). Y ceui HagBHHIA
Konponopdipu.

JliarnocTuka

Ilopsm i3  nmaGopatopuumu  ganumu  (OunipyOiH,
KOIpOmop(ipuH) Mpo HASABHICTH XBOPOOU CBIIYHUTH KOPUYHEBO-
YOpHE 3a0apBICHHA TMEYIHKM — «IIOKOJAgHA TIEYiHKa», IO
BUSIBJSIETHCS TiJl 4ac jamapockomnii. HerarnBHa Xosanriorpama
Yyepe3 MOPYILICHHS BUAUJICHHS PEHTI€HOKOHTPACTHOI PEYOBHHHU.

3.10. Cunapom Kpuriepa — Haiisipa

Cunapom Kpurnepa — Haiispa — cimeiina ¢opma
IpUPOKEHOI TinepOunipyOiHeMii, 3a AKkoi BIIOYyBalOTbCA, KpiM
JKOBTSIHUIII, TSDKKI MOPYIIEHHS LEHTPaTbHOI HEPBOBOI CHCTEMHU
(IHC), nerenepartis 0OazanpHuX ranrmiiB. lle myxe pinkicHe
3aXBOpIOBaHHS — i yactoTa y cBiti ctanoBuTh 1:1 000 000.

IIaTorenes

Cunnpom CIIPUYHHIOE nedexT YV ®-rnrok-
ypoHinTpancdepasu, o BIAMOBIAAE 32 KOH orailito 611ipy0OiHy B
MEYIHKOBIM KIITHHI — TenaTonuTi. YHACHiAoK AediluTy Iporo
dbepMeHTy HenpsiMHi OUTIpyOlH HE KOH IOTYETHCS y MPSIMHIL.
Po3pi3HstoTh 1Ba TUIIM XBOPOOU:

Cunopom Kpucnepa - Haisapa I muny (KI-1)
YCTIAJKOBYETbCS ayTOCOMHO-PELIECUBHO Ta XapaKTePH3YEThCS
MOBHOIO  BIJICYTHICTIO (EPMEHTY TIIOKYpOHLUITpaHchepasu.
[TposiBNsi€THCS BUPAKEHOKO JKOBTSHUIICIO 3 SIBHUM IEepPEBaKAHHS
piBHS TmpsiMOro OuTipyOiHY B KpOBI 0Oe3mocepeHbO Micis
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https://uk.wikipedia.org/wiki/%D0%91%D1%96%D0%BB%D1%96%D1%80%D1%83%D0%B1%D1%96%D0%BD
https://uk.wikipedia.org/w/index.php?title=%D0%9A%D0%BE%D0%BF%D1%80%D0%BE%D0%BF%D0%BE%D1%80%D1%84%D1%96%D1%80%D0%B8%D0%BD&action=edit&redlink=1
https://uk.wikipedia.org/w/index.php?title=%D0%9A%D0%BE%D0%BF%D1%80%D0%BE%D0%BF%D0%BE%D1%80%D1%84%D1%96%D1%80%D0%B8%D0%BD&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%9F%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%B0
https://uk.wikipedia.org/wiki/%D0%9B%D0%B0%D0%BF%D0%B0%D1%80%D0%BE%D1%81%D0%BA%D0%BE%D0%BF%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%91%D1%96%D0%BB%D1%96%D1%80%D1%83%D0%B1%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%96%D0%BE%D0%B2%D1%82%D1%8F%D0%BD%D0%B8%D1%86%D1%8F_(%D0%BC%D0%B5%D0%B4%D0%B8%D1%86%D0%B8%D0%BD%D0%B0)
https://uk.wikipedia.org/wiki/%D0%A6%D0%B5%D0%BD%D1%82%D1%80%D0%B0%D0%BB%D1%8C%D0%BD%D0%B0_%D0%BD%D0%B5%D1%80%D0%B2%D0%BE%D0%B2%D0%B0_%D1%81%D0%B8%D1%81%D1%82%D0%B5%D0%BC%D0%B0
https://uk.wikipedia.org/wiki/%D0%A6%D0%B5%D0%BD%D1%82%D1%80%D0%B0%D0%BB%D1%8C%D0%BD%D0%B0_%D0%BD%D0%B5%D1%80%D0%B2%D0%BE%D0%B2%D0%B0_%D1%81%D0%B8%D1%81%D1%82%D0%B5%D0%BC%D0%B0
https://uk.wikipedia.org/wiki/%D0%94%D0%B5%D0%B3%D0%B5%D0%BD%D0%B5%D1%80%D0%B0%D1%86%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%91%D0%B0%D0%B7%D0%B0%D0%BB%D1%8C%D0%BD%D1%96_%D0%B3%D0%B0%D0%BD%D0%B3%D0%BB%D1%96%D1%97
https://uk.wikipedia.org/wiki/%D0%93%D0%BB%D1%8E%D0%BA%D1%83%D1%80%D0%BE%D0%BD%D1%96%D0%BB%D1%82%D1%80%D0%B0%D0%BD%D1%81%D1%84%D0%B5%D1%80%D0%B0%D0%B7%D0%B0
https://uk.wikipedia.org/wiki/%D0%93%D0%BB%D1%8E%D0%BA%D1%83%D1%80%D0%BE%D0%BD%D1%96%D0%BB%D1%82%D1%80%D0%B0%D0%BD%D1%81%D1%84%D0%B5%D1%80%D0%B0%D0%B7%D0%B0
https://uk.wikipedia.org/wiki/%D0%91%D1%96%D0%BB%D1%96%D1%80%D1%83%D0%B1%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%91%D1%96%D0%BB%D1%96%D1%80%D1%83%D0%B1%D1%96%D0%BD#%D0%BC%D0%B5%D1%82%D0%B0%D0%B1%D0%BE%D0%BB%D1%96%D0%B7%D0%BC

Hapo/keHHA. JliTM 3 TakuM TUIIOM CHHAPOMY HIBUAKO
OMHUPAIOTh.

Cunopom Kpucnepa - Haiiapa II muny (KI'-II,
CHHJIpOM Apiaca) — yCHaJKOBY€EThCS ayTOCOMHO-IOMIHAHTHO Ta
BIIDI3HSETBCSA B TMEPIIOTO TUITY THM, IO BHACIIJIOK
«TIOM’SIKIIEHOT MYTalii» CIOCTEepIiraloTh YacTKOBE 3HUKCHHS
aKTHBHOCTI (epMeHTy, Tak 1o OuTpyOiH 3HAYHOK MIpPOIO
KOH'IOTYETbCSI 1 BUBOAUTHCS 3  opradismy. JKOBTSHHIA
NPOSBISETHCS Ha TMEpPHIOMY poli >KUTTS abo HaBiTh Yy
miuliTkoBoMy Bimi. [IporHo3 mpu mpoMy THII I XBOPHUX
BiJTHOCHO CIIPUSTITHBHA.

IIaTorenes

Tunl

IIpu cunnpomi Kpuriepa — Haitsipa tuny [ akTUBHICTB
dbepMeHTy BiICYTHsI B3arajii abo HasBHI juine i ciigu. Myraiis
Bi/IOyBaeThCsl B €K30HI 2-5-r0 TreHiB Y /D-riarokopyHii-
TpaHcdepasu,  CIOPUYUHSIE  YTBOPEHHS  HETMOBHOILIHHOTO
dbepMeHTy, 10 IIBUAKO pPYHHYETbCA. YHACHIAOK I[OTO
MOPYIIYETHCA MPOLIEC INIIOKYPOHYBaHHA OUTIpYyOiHY, CTEPOINHUX
FOpMOHlB 1 ME/IMKAMEHTIB. Tomy KOHIICHTpALlis
HEKOH FOrOBaHOTO OuTipyOIHy 3Ha4YHO M1BULTYETHCS.
AKTHBHICTb 1HIIMX MEYIHKOBUX (pepMeHTIB (aMiHOTpaHChepasy,
Y-TIyTaMUITpaHCIENTHAA3H, JyXHOi Qocdarazn) gocrarHs,
ricTosoris 6e3 ocobnuBocteil. JKoBu xBopux Maiike 6e30apBHa.
[lpy mpOMY THIII CHHAPOMY HE BJAETHCS JOCSATTH AaKTHUBAIii
depMeHnTy  mix  4ac IPUMMAaHHS CH3UMOIHAYKTOPIB
(dbenobapOitan, pudamminus, pudakcumin). Haxornumyenwnii
O11ipyOiH MeTaboMi3yeThCsl AYKE MOBUIBHO Ta €NIMIHYEThCS 3
KaJloOM y 3aHaATO Maiux ob’emax. Y ceul ypoOLIiHOTEH He
BU3HAYAIOTh.

Tun I1

Ha nportuBary 1o nepioro tuny npu tumi I 3anumnikosa
akTuBHICTE Y JI®-TrokyponinTpancdepasu cranoButb 10-20 %
BiJl HOpMH. BinmoBiganeHuii 3a 1ei JeeKT TeHa ypaKkye TaKoxK
YA®O-I'Tl-ren (icaye monan 10 Bimomux dhopm myrarii). Jleski
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https://uk.wikipedia.org/wiki/%D0%91%D1%96%D0%BB%D1%96%D1%80%D1%83%D0%B1%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%96%D0%BE%D0%B2%D1%82%D1%8F%D0%BD%D0%B8%D1%86%D1%8F_(%D0%BC%D0%B5%D0%B4%D0%B8%D1%86%D0%B8%D0%BD%D0%B0)
https://uk.wikipedia.org/wiki/%D0%95%D0%BA%D0%B7%D0%BE%D0%BD
https://uk.wikipedia.org/w/index.php?title=%D0%93%D0%BB%D1%8E%D0%BA%D1%83%D1%80%D0%BE%D0%BD%D1%83%D0%B2%D0%B0%D0%BD%D0%BD%D1%8F&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%93%D0%BE%D1%80%D0%BC%D0%BE%D0%BD%D0%B8
https://uk.wikipedia.org/wiki/%D0%90%D0%BC%D1%96%D0%BD%D0%BE%D1%82%D1%80%D0%B0%D0%BD%D1%81%D1%84%D0%B5%D1%80%D0%B0%D0%B7%D0%B8
https://uk.wikipedia.org/w/index.php?title=%CE%93-%D0%B3%D0%BB%D1%83%D1%82%D0%B0%D0%BC%D1%96%D0%BB%D1%82%D1%80%D0%B0%D0%BD%D1%81%D0%BF%D0%B5%D0%BF%D1%82%D0%B8%D0%B4%D0%B0%D0%B7%D0%B0&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%9B%D1%83%D0%B6%D0%BD%D0%B0_%D1%84%D0%BE%D1%81%D1%84%D0%B0%D1%82%D0%B0%D0%B7%D0%B0
https://uk.wikipedia.org/wiki/%D0%93%D1%96%D1%81%D1%82%D0%BE%D0%BB%D0%BE%D0%B3%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A4%D0%B5%D0%BD%D0%BE%D0%B1%D0%B0%D1%80%D0%B1%D1%96%D1%82%D0%B0%D0%BB
https://uk.wikipedia.org/wiki/%D0%A0%D0%B8%D1%84%D0%B0%D0%BC%D0%BF%D1%96%D1%86%D0%B8%D0%BD
https://uk.wikipedia.org/wiki/%D0%A0%D0%B8%D1%84%D0%B0%D0%BA%D1%81%D0%B8%D0%BC%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD

dbopMH MOXYThb CHPUYHHATH MOAIOHI m0 | Tumy mnopymieHHs
KOH Iorailii TOpMOHIB 1 MeIMKaMeHTIB. PiBeHb HEKOH FOTOBAHOTO
O1mipyOiHy B KpOBI1 miaBHINY€EThCs Mpu I ThI HE Tak cHIbHO. 3a
normoMoror  (heHobapbiTamy MOXKHA MIABUIIMTA AKTHBHICTH
dbepMeHTy 1 JmocArTH  piBHA  OUTipyOiHY B KpPOBI IO
50 mxmomnb/n/roa. Sk i mpu I T po3Mipu MEUYiHKHU Ta TiCTOJIOTIsA
6e3 0cOOIUBOCTEH.

Kainiuni o3Hakn

Cungpom Kpurnepa — Haitsipa tuny [ nposBisieTbes
6e3nocepeiHbO nicis HapOJKEHHS BUPAXKEHOIO
rinepOimipyOyHeMiero, sika 3a  BIJICYTHOCTI  peryJsipHOTO
JIKYBaHHS MPU3BOJAUTH O PO3BUTKY SAEPHOI KOBTAHHUIIL 3
OOTSDKITMBUMH HEBPOJIOTIYHUMH TOIIKO/HKEHHSIMH.

Cunnpom Kpurnepa — Haiisipa tuny Il npoxoauts He Tak
arpecuBHO. SlmepHa JKOBTSHUISL € PIIKICHAM sSBHIIEM. Y
MOJIaJIbIIIOMY JKOBTSHUIIS 1 BUPAXKEHUI CBEpODX HIKIPH MOXKYTb
BiJTYYTHO MOTIPIIUTH SKICTh )KHUTTSI.

JlikyBaHHs

[IpoBoasTh 3 ypaxyBaHHSM THILY 1 CTYNEHS BHPa3HOCTI
xBopobu. Ilpu Tumi I gyxe BaXkIUBUM € paHHIM OYATOK
nmikyBaHHS. ETionoriuHe JikyBaHHS IMOJIAra€ y BHPIIICHHI
OUTaHHSA Mpo TpaHculaHTauito nedinku. Ilpm 1T Tumi
dbenobapOiTan K €TUHUN HA CHOTOAHI €(hEeKTUBHUN MEYIHKOBHI
IHAYKTOp (EepMEeHTIB s IIOJAEHHOrO MpUHMaHHSI MOXe
JIOTIOMOT'TH 3HU3UTH PiBEHB OUTIpYyOiHYy.

I mun

KoncepBarusna tepamist cunapomy Kpurnepa — Haitspa
tuny I 6a3yeThCst HA TPHOX CTYINEHSX:

— TOCTIMHIA moAeHHIH doToTepamnii HPOMEHSIMHU
OJIAKUTHOTO CIIEKTPA;

— TmnpuiiMaHHi TUHIpoTonopdipunHy (mpemapar, 10
3HMKYE aKTHBHICTh TeMOKCHUT'€HA3H);

— npuiiMaHHS KapOoHATy Kaybliio 1 ¢ocdaTy KalbIlito
(MigBUINYE  CEKpelil0  HEeKOH IoroBaHoro  OulipyOiHy B
KHIIICYHUKY).
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https://uk.wikipedia.org/wiki/%D0%AF%D0%B4%D0%B5%D1%80%D0%BD%D0%B0_%D0%B6%D0%BE%D0%B2%D1%82%D1%8F%D0%BD%D0%B8%D1%86%D1%8F
https://uk.wikipedia.org/wiki/%D0%A2%D1%80%D0%B0%D0%BD%D1%81%D0%BF%D0%BB%D0%B0%D0%BD%D1%82%D0%B0%D1%86%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A4%D0%B5%D0%BD%D0%BE%D0%B1%D0%B0%D1%80%D0%B1%D1%96%D1%82%D0%B0%D0%BB
https://uk.wikipedia.org/wiki/%D0%A4%D0%BE%D1%82%D0%BE%D1%82%D0%B5%D1%80%D0%B0%D0%BF%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%93%D0%B5%D0%BC%D0%BE%D0%BA%D1%81%D0%B8%D0%B3%D0%B5%D0%BD%D0%B0%D0%B7%D0%B0
https://uk.wikipedia.org/wiki/%D0%9A%D0%B0%D1%80%D0%B1%D0%BE%D0%BD%D0%B0%D1%82_%D0%BA%D0%B0%D0%BB%D1%8C%D1%86%D1%96%D1%8E
https://uk.wikipedia.org/wiki/%D0%A4%D0%BE%D1%81%D1%84%D0%B0%D1%82_%D0%BA%D0%B0%D0%BB%D1%8C%D1%86%D1%96%D1%8E

[Ipn TakoMy JiKyBaHHI MOXHA TIOJIOBKUTH TPHBATICTh
KHUTTSA 1 CHOBUIBHUTH PO3BUTOK HEBPOJIOTTYHUX YCKJIaJHEHb, 110
JaCTh MOXJIMBICTH MPOBECTU TPAHCIUIAHTAIIIO MEYIHKU SIKOMOTa
panime. B exkcrnepuMmeHTanpHI ¢a3i mepeOyBae anoreHHa
TpaHCIUIAHTAIiS KJIITHH MEYIHKH.

Il mun

JlikyBanus tuny Il qocsraeTbcsi MOAEHHUM TPHHAHATTSIM
HeBeNMMKUX 703  ¢eHobapOitany. IlnsxoM  mOCHICHHS
dbepMeHTaTUBHOI aKTUBHOCTI Qepmenty Y D-rimrokypoHiI-
Tpancdepaszu piBeHb OiipyOiHYy B KpOBI MOKE 3HIIKYBATHCS 10
TOTO pIBHS, IO JA€ MOXIUBICTh JIIOAWHI JKUTH JIOCUTH
[IOBHOLIIHHO.

3.11. XBopoo6a Biabcona — KonoBasnoBa

XBopoba Binbcoma - KonoBamoBa (cenamo-
JEHMUKYNIAPHA OeceHepayis, ecenamoyepedpaibHa Oucmpois,
ncegdocknepos Becmgans) — chnaikoBe 3aXBOPIOBaHHS 3

ayTOCOMHO-PEIIECHBHUM THUIIOM YCHAJKyBaHHS, 3a SKOI'O Mijb
HAKOMUYYETbCS Yy TKaHWHAX. [IposBiseThCsl y  BUTISAI
HEBPOJIOTIYHUX Ta/ab0 NCHXIaTPUYHUX CUMITOMIB ¥ ypa)keHb
neviHku. XBopoOy Binbcona — KoHoBasioBa  JIKYIOTH
MeAMKAMEHTaMH, SKi 3MEHIIyIoTh abcopOuiro  Migi  abo
BUJAIAIOTH 11 HAUIMIIOK 3 OpraHiaMy. Y JesSKHX BHUIAAKaX
HeoOXi/IHa TPAHCIIJIAHTAllisl IEYiHKU.

3axBOpIOBaHHSI BUHUKA€E 4epe3 MyTalii B IreHl NpOTeiHy
ATP7B, AT®a3u P-tumy, mo tpancnopTye kaTionu Mmigi. OnHa
HEHOpMaJbHA Komis mporo rera HasBHa B 1 i3 100 oci0, y skux
HE PO3BHUHYJHUCS CHUMITOMH XBOPOOHM, — TaK 3BAaHUX HOCIi8
xeopoou. Y nutuHu xBopobOa Bimbcona — KonoBamoBa moxke
PO3BHHYTHCS JIMIIE TOJI, KOJU BOHA YCHAJIKy€e reH XBOpoOu BiA
000X OaTpKiB. 3a3BMYail CUMITOMH TOYHHAIOTH IPOSBISTHCS
BikoM Bim 6 mo 20 pokiB, aje omucaHi BUMAAKK y Habararto
crapmux Jrojeid. XBopoOy Binbcona — KoHoBanmoBa BUSIBISIOTH
B 1-4 i3 100 000 oci6. [i Ha3ano Ha uects Camyens Anekcanapa
Kinniepa Binscona — Konosasnoga.
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https://uk.wikipedia.org/wiki/%D0%90%D0%BB%D0%BE%D0%B3%D0%B5%D0%BD%D0%BD%D0%B8%D0%B9
https://uk.wikipedia.org/wiki/%D0%90%D1%83%D1%82%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
https://uk.wikipedia.org/wiki/%D0%94%D0%BE%D0%BC%D1%96%D0%BD%D0%B0%D0%BD%D1%82%D0%BD%D1%96%D1%81%D1%82%D1%8C_(%D0%B3%D0%B5%D0%BD%D0%B5%D1%82%D0%B8%D0%BA%D0%B0)
https://uk.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B0%D0%B4%D0%BA%D0%BE%D0%B2%D1%96%D1%81%D1%82%D1%8C
https://uk.wikipedia.org/wiki/%D0%9C%D1%96%D0%B4%D1%8C
https://uk.wikipedia.org/wiki/%D0%9D%D0%B5%D0%B2%D1%80%D0%BE%D0%BB%D0%BE%D0%B3%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%9F%D1%81%D0%B8%D1%85%D1%96%D0%B0%D1%82%D1%80%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%90%D0%B1%D1%81%D0%BE%D1%80%D0%B1%D1%86%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A2%D1%80%D0%B0%D0%BD%D1%81%D0%BF%D0%BB%D0%B0%D0%BD%D1%82%D0%B0%D1%86%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%9C%D1%83%D1%82%D0%B0%D1%86%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD
https://uk.wikipedia.org/wiki/%D0%9F%D1%80%D0%BE%D1%82%D0%B5%D1%97%D0%BD%D0%B8
https://uk.wikipedia.org/wiki/%D0%90%D0%B4%D0%B5%D0%BD%D0%BE%D0%B7%D0%B8%D0%BD%D1%82%D1%80%D0%B8%D1%84%D0%BE%D1%81%D1%84%D0%B0%D1%82%D0%B0%D0%B7%D0%B8

CnaakoBicTh

I'en xBopoOou Binbcona — KonoBasioa (ATP7B)
MicTuthest y 13- xpomocomi (minsaka 13ql14.3), 1 #oro
EKCIpecisi B OCHOBHOMY TMpPOSIBISETbCSA y TEYiHII, HUPKAX Ta
wiateHti. I'en  kogye ATdasy P-tuny (eH3uM, sIKuii
TPAHCHOPTYE KAaTiOHH), II0 TPAHCHOPTYE MiIb Yy IKOBY,
BKJIFOYAIOYH 11 10 CKJIaay IepyJoria3Miny. Myraiii 1iboro rena
MoskHa BU3HAUUTU Y 90 % Bumankax XxBopoOH. binbIicTh 13 HUX
(60 %) € romosuroramu 3a mytamiero ATP7B (1Bi aHomaibHI
komii), 1 30 % maroTh suiie ogHy aHoMaibHy Komito. Y 10 %
XBOPHX HE BiJ3HAYAIOTh MYTAIlii.

Xoua onucano ynuiie 300 pumankiB myranii ATP7B rena,
BUMAIKH XBopoOu Binmbcona — KoHoBamoBa 3amexarh Bij
KUTBKOCTI ~ MyTalii, BJIACTUBUX MJI1 T[EBHOI  MOMYJISIII.
Hanpuknan, y 3axigamx mnomymsmisx wmytamis  H1069Q
(3amilIeHHs TICTHIMHY TJIyTaMiHOM y OinkoBii mo3umii 1069)
HasBHa y 37-63 % Bumazkis, nmpote B Kutai 1151 MyTaris € gyxe
piakicHO, a MyTaitisi R778L (3amimieHHst apriHiny Ha JSHIMH Y
778-1 mo3utlii) TpamseTbest Habararo Jacrime. JlocTaTHRO Majio
BIJOMO MpO BIUIMB PI3HUX MYTalliif, X04a 3TiHO 3 JEIKUMHU
nocmikeHasMu MyTamii y H1069Q 3a3Buvaii BiqTepMiHOBYIOTH
[OYaTOK CUMIITOMIB.

Hopmanbai Bapianii B reni PRNP moxyTs MoaudikyBaTu
nepebir XBOpPOOM MNUISIXOM BiJITEpPMiHYBaHHS BIKY IIOYaTKy
cumnTomiB Ta ix Tum. et rem mpomykye PRNP (PRioN
Protein), sikuii posiBisie akTUBHICTD Y MO3KY Ta IHIIIMX OpraHax,
a Takok Oepe ydacTb y TpaHCHOPTyBaHHI Mimi. Jlo po3BUTKY
3aXBOPIOBAHHS TakoX Moke Oyru mpuueTHuil reH ApOE, ane
JTOCJTIJDKEHHS 1€ HE TATBEPIUIIH II0 TEOPIfo.

3axBOpIOBaHHS YCIIAJKOBYIOTh 3a ayTOCOMHO-
periecuBHUM THIOM. [[ns Toro mo6 ycmajakyBaTH #oro, o0oe
0aThKiB MOBUHHI OyTH HOCISIMHU TOIIKO/XKEHOT'0 reHa. binburicts
XBOPHUX HE BKa3yIOTh Ha POJMHHY 1CTOPIIO I1i€r0 XxBopoou. Ocib i3
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https://uk.wikipedia.org/w/index.php?title=AT%D0%A4%D0%B0%D0%B7%D0%B8_P-%D1%82%D0%B8%D0%BF%D1%83&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%A4%D0%B5%D1%80%D0%BC%D0%B5%D0%BD%D1%82%D0%B8
https://uk.wikipedia.org/wiki/%D0%9A%D0%B0%D1%82%D1%96%D0%BE%D0%BD
https://uk.wikipedia.org/wiki/%D0%96%D0%BE%D0%B2%D1%87
https://uk.wikipedia.org/wiki/%D0%93%D0%BE%D0%BC%D0%BE%D0%B7%D0%B8%D0%B3%D0%BE%D1%82%D0%B0
https://uk.wikipedia.org/wiki/%D0%93%D1%96%D1%81%D1%82%D0%B8%D0%B4%D0%B8%D0%BD
https://uk.wikipedia.org/wiki/%D0%93%D0%BB%D1%83%D1%82%D0%B0%D0%BC%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%90%D1%80%D0%B3%D1%96%D0%BD%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%9B%D0%B5%D0%B9%D1%86%D0%B8%D0%BD

JUIIE OJTHIEI0 aHOPMAJIBHOIO KOIIIE€I0 T€Ha HAa3WBAaIOTh HOCISIMHU
(rerepo3uroTu), W y HUX CIIOCTEPIral0Th HE3HAYHI 3 MEIAUYHOT
TOYKH 30py MOPYIIECHHS MEeTa00J1i3My Miji.

XBopoba Binbcona — KoHoBaoBa € HaliOMIMPEHIIIOO 3
IPYIH CIaJIKOBUX 3aXBOPIOBAHb, Kl CIPUYHHIIOTH HAKOTIMYEHHS
Mili B TediHIi. YcCi i 3aXBOPIOBaHHS MOXYTh CHPUYUHUTH
nupo3 1ie y paHHbomy Bimil. Jlo mie€i rpymu XBOpoO Takok
BITHOCATH 1HAIWCHKUA nuTsunii 1wpo3 (IJIL), Tuponbchkwmii
eHIeMIYHUN 1HOAHTWIBHUNM 1UPO3 Ta 1MIONMATHYHUN MiTHUN
Tokcuko3. Lli xBopoOu He moB’s3anHi 3 myraunismu y ATP7B,
Hanpukian, IJIL] moB’s3ytoTs i3 myramisimu B renax KRT8 Ta
KRT18.

IMaTorenes

Mins BukoHye Oarato ¢yHKIIH B oprasizmi. B
OCHOBHOMY BOHa € KO(aKTOpOM sl ACSKHX (DepMEHTIB, TaKuX
AK  1epynomiasMid, nutoxpoM C-okcupaasza, nodamiH-f-
ripokcuiasa, CynepoKCHIMCMyTa3a 1 THPO3KuHa3a.

Mings yCMOKTYETbCA 13 HUIYHKOBO-KHMIIKOBOTO TpPAKTY.
TpancnoptHuii 0ij0k Ha KriTHHAX ToHKOT KUk CMT1 (Copper
Membrane Transporter 1) mepemimiye Migb yCepeauHy KIITHH.
YactuHa Mial 3B’SI3y€TbCS 3 METAJNOTIOHEIHOM, a IHIIA —
IEPEMIIYETCS 0 KOMIUIEKCY TONbmKi 32 JIOIOMOIOKO
tpancnoptHoro 6inka ATOX1. B amapari [onsmki y Bignmosigs
Ha MiIBHUINEHHS KoHueHtpamii Migi ¢pepment ATP7A (Copper-
transporting ATPase 1) BuBLIbHSE 1€l €IEMEHT 4Yepe3 BOPITHY
BEHY B IeviHKy. Y rematouutax Oinok ATP7B 3B’s3ye minp 13
LEPYJIOIUIa3MIHOM 1 BHUBUIbHSIE HOTO Y KPOB, @ TaKOX BHJIASE
HAIIUIIOK  Migi 13 skoButo. OOuasi  ¢yukmii  ATP7B
MOpYIIyIOThCsl mpu XBopobi Binmbcona — Kownosamoa. Minb
HAKOMUYYEThCS Y TKAHWHI MEYIHKU, [EPYNIOIUIa3MiH MPOJOBKYE
BUJIJTSATHCH, aJie 3 HEeCTa4yero Mifdl (amorepynoria3MiH) IIBUIKO
PYHHYETBCS Y KPOB’STHOMY PYCITi.

Komu mini y mewinii crae Oinmbine, HiX OUIKIB, sKi i1
3B’SI3yI0Th, BIJOYBA€ThCS iX OKMCHIOBAaJIbHE MOIIKOKEHHS 32
paxyHok peakmii ®enrona. lle npu3BOAMTH MO 3amageHHS
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https://uk.wikipedia.org/wiki/%D0%93%D0%B5%D1%82%D0%B5%D1%80%D0%BE%D0%B7%D0%B8%D0%B3%D0%BE%D1%82%D0%B0
https://uk.wikipedia.org/wiki/%D0%9E%D0%B1%D0%BC%D1%96%D0%BD_%D1%80%D0%B5%D1%87%D0%BE%D0%B2%D0%B8%D0%BD
https://uk.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B0%D0%B4%D0%BA%D0%BE%D0%B2%D1%96_%D0%B7%D0%B0%D1%85%D0%B2%D0%BE%D1%80%D1%8E%D0%B2%D0%B0%D0%BD%D0%BD%D1%8F
https://uk.wikipedia.org/wiki/%D0%A6%D0%B8%D1%80%D0%BE%D0%B7_%D0%BF%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%B8
https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D1%84%D0%B0%D0%BA%D1%82%D0%BE%D1%80_(%D0%B1%D1%96%D0%BE%D1%85%D1%96%D0%BC%D1%96%D1%8F)
https://uk.wikipedia.org/wiki/%D0%A1%D1%83%D0%BF%D0%B5%D1%80%D0%BE%D0%BA%D1%81%D0%B8%D0%B4%D0%B4%D0%B8%D1%81%D0%BC%D1%83%D1%82%D0%B0%D0%B7%D0%B0
https://uk.wikipedia.org/wiki/%D0%A2%D1%80%D0%B0%D0%B2%D0%BD%D0%B0_%D1%81%D0%B8%D1%81%D1%82%D0%B5%D0%BC%D0%B0
https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D0%BC%D0%BF%D0%BB%D0%B5%D0%BA%D1%81_%D2%90%D0%BE%D0%BB%D1%8C%D0%B4%D0%B6%D1%96
https://uk.wikipedia.org/wiki/%D0%92%D0%BE%D1%80%D1%96%D1%82%D0%BD%D0%B0_%D0%B2%D0%B5%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%92%D0%BE%D1%80%D1%96%D1%82%D0%BD%D0%B0_%D0%B2%D0%B5%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%93%D0%B5%D0%BF%D0%B0%D1%82%D0%BE%D1%86%D0%B8%D1%82%D0%B8

nevinkw, il Gi0po3y i, K HACTIAOK 0 MUPO3y. Takox 13 MEeUIHKH
y KpOB’SIHE pyCIO BUAUIAETbCA  Midb, HE3B’s3aHa 3
nepyJoruiasmMinoM. L BUtbHA Miflb OCi/Ia€ MO0 BCbOMY OpraHi3my,
0COOJIMBO B HUPKAX, 04aX i TOJIOBHOMY MO3KY.

OcHOBHY pOJIb Y MAaTOTeHE31 BiAIrpae MOpyIieHHsT OOMiHy
Mimi, i HakOmMYeHHS Yy HEPBOBiIH (0COOIMBO ypa)karOThCA
0a3anpHI AApa), HUPKOBIK, EYIHKOBIM TKAHWHAX 1 POTIBIIl OKa, a
TaKOXX TOKCHMYHE TIONIKO/DKEHHS  MIJJIF0 IIUX  OpraHiB.
[TopymenHss MeTaboi3My MiJli BHPaXa€TbCA y TOPYIICHHI
CHUHTE3y 1 3HMUXKEHHI B KpPOBI KOHIIEHTpAIlll LEepyIoIlia3MiHy.
Llepynomna3smin Oepe yd4acThb Yy TpOIECl BUBSACHHS Miai 3
opraniamy. Y meuiHIi (QOpPMYyeTbCS BEIMKOBY3JIOBUI a0o0
3MIIAaHWA  1MPO3. Y  HUPKAX HAcaMIepel  CTPaKIaroTh
MPOKCUMAJbHI KaHANbIl. Y TOJOBHOMY MO3KY YPaKalOTbCs
OUTBIIO0 Mipor0 Oa3alibHI sApa, 3yddacTe sSapo MO30YKa Ta
YopHa peuoBMHA. BinkmaneHHs Miai B JIeCIEMETOBiIM MeMOpaHi
OKa TPU3BOJIUTH 10 popMyBaHHs Kinenb Keizepa — dnaiiniepa.

l'emaroneHTukynapHa JereHepaiiss MOYMHAETbCA Y
JUTSYOMY 200 MOJIOJOMY Billl Ta XapaKTEPU3YETHCS XPOHIUHUM
MpPOrpecCUBHUM mepebirom. VY OaraThbOX BHIAJIKaxX MOsBI
CHUMIITOMIB ~ ypaXEHHS  HEPBOBOI  CHUCTEMH  TEpEaylTh
BiCIIepallbHI PO3JaJy Y BUIJISAALI MOPYLUIEHHS POOOTH MEYiHKH 1
[UTYHKOBO-KMIIKOBUX PO3JIaAiB (KOBTSHMISL, OUIb y IpaBOMY
niapebep’i, aumcnenTuyHi  sABUIA). [HOAI  pO3BUBAETHCA
BUPAXEHUI IeNaTOCINICHAIbHUN CUHIPOM.

I3 Goky HEepBOBOT CUCTEMH Ha MEPIIU IUIaH BUCTYNAIOTh
eKcTparnipaMiaibHi CUMOTOMHU y BUTJISAAI M’SI30BOi PUT1THOCTI,
rinepkinesiB 1 po3naaiB NcUxiku. IlipamiHI CHMOITOMH MOXITUBI,
ajie 3a3BUYail BIICYTHI, YyTJIUBICTh HE MOPYIIYETHCS.

PozmnizHaroTh 5 hopm xBopobu Binkcona — KonoBasosa:

Yepesna ¢popma — TKKE YypaKeHHS NEUIHKH, IO
OPU3BOAUTH JIO CMEpPTI IIe J0 TMOSIBU CHUMIOTOMIB i3 OOKy
HEPBOBOI CHCTEMHM; XBOPIIOTh JiTH. li TPHUBAICTh KONMBAEThCA
BiJl IEKLTBKOX MICSIIIB 0 3—5 POKIB.
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https://uk.wikipedia.org/wiki/%D0%A4%D1%96%D0%B1%D1%80%D0%BE%D0%B7
https://uk.wikipedia.org/wiki/%D0%91%D0%B0%D0%B7%D0%B0%D0%BB%D1%8C%D0%BD%D1%96_%D0%B3%D0%B0%D0%BD%D0%B3%D0%BB%D1%96%D1%97
https://uk.wikipedia.org/wiki/%D0%A0%D0%BE%D0%B3%D1%96%D0%B2%D0%BA%D0%B0
https://uk.wikipedia.org/wiki/%D0%9C%D0%BE%D0%B7%D0%BE%D1%87%D0%BE%D0%BA
https://uk.wikipedia.org/wiki/%D0%94%D0%B5%D1%81%D1%86%D0%B5%D0%BC%D0%B5%D1%82%D0%BE%D0%B2%D0%B0_%D0%BC%D0%B5%D0%BC%D0%B1%D1%80%D0%B0%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%9A%D1%96%D0%BB%D1%8C%D1%86%D1%8F_%D0%9A%D0%B5%D0%B9%D0%B7%D0%B5%D1%80%D0%B0_%E2%80%94_%D0%A4%D0%BB%D0%B0%D0%B9%D1%88%D0%B5%D1%80%D0%B0
https://uk.wikipedia.org/wiki/%D0%96%D0%BE%D0%B2%D1%82%D1%8F%D0%BD%D0%B8%D1%86%D1%8F_(%D0%BC%D0%B5%D0%B4%D0%B8%D1%86%D0%B8%D0%BD%D0%B0)

Puziono-apummocinepkinemuuna, adbo paunsn, gopma
BIJIPI3HSETHCS MIBUJIKAM MEpediromM; MOYMHAETHCS HAaBITh Y
OUTSYOMY Billl. Y KIIHIYHIA KapTHUHI TEepeBakae M’ sI30Ba
PUTIIHICTh, IIO0 TPU3BOIUTH O KOHTPAKTYpP, CHOBUIbHEHHS
pyXiB, XOpeoaTeToimHUX ab0 TOPCIHHUX CHJIOBHUX PYXIB.
XapakTepHUMHU € nu3apTpis, aucdaris, CyioMHHUI cMiX 1 ruiad,
aGeKTUBHI  po3jaaM 1 TOMIpHE 3HM)KCHHS  IHTEJICKTY.
3axBOpIOBaHHS TPHUBA€E 2—3 POKH, 3aKiHIYETHCS JICTAITBHO.

Tpemmaueo-puziona ¢hopma TpaIISETbCA YACTIIIE BiJ
pelTH; TOYMHAETbCA B  IOHALBKOMY  Billl, MPOXOJIUTh
MOBUTBHIIIE, 1HOJI 3 PEMICISIMH 1 PAITOBUMH TIOTIPIIEHHSIMH, 110
CYINPOBOIKYIOTHCA cy0hebpunpHoI0 TEMIIEPATypOIO.
XapakTepru3yeThCsi OTHOYACHUM PO3BHTKOM BaYKKOT PHUTIIHOCTI i
TPEMTIHHS; TPEMTIHHA € Jy)Ke PUTMIYHUM (2—8 TpeMTiHb 3a
1 cexyHmy), pi3KO TMOCHIIOETHCS MPH CTATHYHOMY HaNpy>KEHHi
M’s131B, pyXaX YW XBUJIIOBaHHI, y CTaHI CIOKOIO IiJ] 4ac CHY
3HHMKA€. [HONI MOYKHA BHUSIBUTH aTETOIAHI XOpeo(pOpPMHI CHIIOBI
PYXH; CIOCTEpiraroTbcs Takoxk nucdaris i auzaptpis. CepenHs
TPUBAIICTb KUTTSI CTAHOBUTH OJIM3bKO IIECTH POKIB.

Tpemmnuea ¢popma mnouuHaetses y Bini 20-30 pokis,
Mae JocuTh TOBUTbHUIT mepedir (10-15 pokiB 1 jgoBie);
TPEMTIHHS PI3KO TEepPEeBaKa€, PUTIIHICTh 3’ ABISETHCA JIMILE
HAIPUKIHIII XBOpPOOM, a 1HKOJIM CIOCTEPIraloTh TiNEpPTOHIO
M’s131B; BiJI3HAYalOTh aMiMil0, MIOBIJIbHY MOHOTOHHY MOBY, TSXKKI1
3MIHM TICHXIKHM, 4YacTO CIOCTEpiraloTb a(eKTHUBHI CHalaxu;
MOYJIMBI enuIenTUPOPMHI HamaIu.

Excmpanipamiono-kipkoea ¢popma TpannseTbCs piiie,
HiK pemta GpopM. Tunosi as xBopodbu Binscona — KonoBanosa
MOpYIIEHHSI HaJalll YCKJIaJHIOIOTHCS MipaMiJIHUMHU Iape3aMH,
enuIenTU(GOPMHUMH  HamagaMH 1 TSOKKUM  CIaO0OyMCTBOM
(criocTepiratoTh OOUIMPHI PO3M’SIKIIEHHS Yy KOpl BEIHKHUX
niBKyJb). TpuBae 6—8 pokiB, 3aKiHUYETHCS JIETAIBHO.
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https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D0%BD%D1%82%D1%80%D0%B0%D0%BA%D1%82%D1%83%D1%80%D0%B0
https://uk.wikipedia.org/wiki/%D0%94%D0%B8%D0%B7%D0%B0%D1%80%D1%82%D1%80%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%94%D0%B8%D1%81%D1%84%D0%B0%D0%B3%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A0%D0%B5%D0%BC%D1%96%D1%81%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%90%D0%BC%D1%96%D0%BC%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%95%D0%BF%D1%96%D0%BB%D0%B5%D0%BF%D1%81%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%95%D0%BA%D1%81%D1%82%D1%80%D0%B0%D0%BF%D1%96%D1%80%D0%B0%D0%BC%D1%96%D0%B4%D0%BD%D0%B0_%D1%81%D0%B8%D1%81%D1%82%D0%B5%D0%BC%D0%B0
https://uk.wikipedia.org/wiki/%D0%9F%D0%B0%D1%80%D0%B5%D0%B7
https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D1%80%D0%B0_%D0%B3%D0%BE%D0%BB%D0%BE%D0%B2%D0%BD%D0%BE%D0%B3%D0%BE_%D0%BC%D0%BE%D0%B7%D0%BA%D1%83
https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D1%80%D0%B0_%D0%B3%D0%BE%D0%BB%D0%BE%D0%B2%D0%BD%D0%BE%D0%B3%D0%BE_%D0%BC%D0%BE%D0%B7%D0%BA%D1%83

ITaTosoriuna anaromis

Y romoBHOMYy MO3Ky B pa3i remarouepedpanibHOi
aucTpodii po3M’SIKITYETHCSI COYEBUIICTIONIOHE SIAPO, OCOOIHUBO
CKOpITyJa, 3 yTBOPEHHM JApiOHMX KiCT. YpakeHi i iHIIl yTBOpH:
XBOCTaTe AP0, TAMOOKI IIapu KOPU, MO30YOK, 30KpeMa, 3yddacTi
Aqapa, miAropOKoBi sipa; B IHIIMX AUISHKAX TOJOBHOTO MO3KY
3MIHU BUPa)XCHI1 MEHIIIE.

Yci  3MiHM  NOAUIAIOTH HA  AHTIOTOKCHYHI  Ta
UTOTOKCUYHI. [lepIri mposBISIOTECSA aTOHIEKO CYIAWH, 0COOJIUBO
IpiOHUX, Ta 3MIHOIO iX CTIHOK. Y pe3yibTaTi BUHHKAIOTh CTa3H,
NOLIMPEHU TEPUBACKYISIPHUNA HAOpSK 3 aHOKCI€0 HEPBOBOI
TKaHHMHU Ta 11 3aru0eIIi0 YacTo CIIOCTEPIraloTh KPOBOBUIJIMBH Ta
iX ciy y BUTTISIAL CKYITY€Hb TEMOCHICPHHY.

[IUTOTOKCHUYHHMIT KOMIIOHEHT TIOJSTa€ Yy TMOUIUPEHUX
TUCTPO(IYHUX 3MiHAX MAaKpOIJii HEPBOBHX KIIITHH, IO YacTo
3aKiHUyeTbCcS 1X 3arubemnro. XapakTepHUM € TosiBa  TJIii
AnpIrreiiMepa, MO YTBOPIOETHCS 31 3BUYAWHUX AaCTPOIUTIB.
Hepinko TpamisitoThCsi 3MiHEHI HEPBOBI KJIITHHH, TyKe MOAIOHI
Ha albLIreMMepCchKy IIIit0; MOAI0HI KIITUHU BUSBISAIOTH TAaKOX Y
nevidmi 1 Hupkax. OCHOBOI0 IMX KIITHHHHUX 3MIH € (akTop
OJIHOTUITHOTO MOPYIIEHHS KIITUHHOrO O0OMiHY, HMOBIpPHO,
00MiHY HYKJIETHOBUX KHCJIOT.

UuM mi3HINIE TOYMHAETHCS  3aXBOPIOBAaHHS, TUM
HNOBUIBHIIINHN y HBOTO Nepeodir, TUM OLTbII AU(Y3HUMH € 3MIHU Y
TOJIOBHOMY MO3Ky 1 TUM OLIbIIE HNUTOTOKCHUYHUN KOMIIOHEHT
nepeBakae HaJl aHTIOTOKCMYHMM. Hacminku arpodivyHoro
UpPO3y. TEYiHKa € 3MEHIIEHOI0 1 TopOKyBaTol; AUISHKU
HOpPMAlbHOI ~ TKAaHWHH  YEPIrYIOTBCA 3  HEKPOTHYHHMH,
JETeHEPAaTUBHUMHU JUITHKAMHA 1 3 «OCTPIBIISIMHY» pereHeparii;
IIBUJIKE YTBOPEHHS CYAMH IMPHU3BOIUTH JI0 MOSBM aHACTOMO3IB
M1DX T1JIKaMy BOPITHOT 1 HUYKHBOT TOPOKHKUCTOT BEH.
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https://uk.wikipedia.org/wiki/%D0%9C%D0%BE%D0%B7%D0%BE%D1%87%D0%BE%D0%BA
https://uk.wikipedia.org/wiki/%D0%90%D1%82%D0%BE%D0%BD%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A1%D1%82%D0%B0%D0%B7
https://uk.wikipedia.org/wiki/%D0%90%D0%BD%D0%BE%D0%BA%D1%81%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%9D%D0%B5%D1%80%D0%B2%D0%BE%D0%B2%D0%B0_%D1%82%D0%BA%D0%B0%D0%BD%D0%B8%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%9D%D0%B5%D1%80%D0%B2%D0%BE%D0%B2%D0%B0_%D1%82%D0%BA%D0%B0%D0%BD%D0%B8%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%94%D0%B8%D1%81%D1%82%D1%80%D0%BE%D1%84%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%9D%D0%B5%D0%B9%D1%80%D0%BE%D0%B3%D0%BB%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A5%D0%B2%D0%BE%D1%80%D0%BE%D0%B1%D0%B0_%D0%90%D0%BB%D1%8C%D1%86%D0%B3%D0%B5%D0%B9%D0%BC%D0%B5%D1%80%D0%B0
https://uk.wikipedia.org/wiki/%D0%9D%D1%83%D0%BA%D0%BB%D0%B5%D1%97%D0%BD%D0%BE%D0%B2%D1%96_%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B8
https://uk.wikipedia.org/wiki/%D0%9D%D0%B5%D0%BA%D1%80%D0%BE%D0%B7
https://uk.wikipedia.org/wiki/%D0%90%D0%BD%D0%B0%D1%81%D1%82%D0%BE%D0%BC%D0%BE%D0%B7
https://uk.wikipedia.org/wiki/%D0%92%D0%BE%D1%80%D1%96%D1%82%D0%BD%D0%B0_%D0%B2%D0%B5%D0%BD%D0%B0

O3Haku i cMMIITOMH

OCHOBHMMH MICIISIMH HAaKOIWYCHHS MiJl € TIEYiHKa Ta
MO30K, @ TOMY 3aXBOPIOBaHHS IIEUIHKH 1 HEHWPOICHXiaTpU4Hi
CAMIITOMH € OCHOBHHMH O3HAaKaMH{, BIOIOBIZHO OO SKHX
cTaBJATh AiarHo3. Ocobu 3 mpobiemMamu 13 TMeYiHKO (3a3BHyai
e JITH Ta MiJIITKA) 3BEPTAIOTHCS 32 MEIUYHOIO JIOMOMOTOI0
YacTille, HK Ti, y KOr0 HasBHI HEBPOJIOTIYHI Ta ICUXiaTpPHYHI
cumnTomu (3a3Bu4ail 1ie ocobu BikoMm 20 pokiB Ta crapir). Y
JIEKOT0 11eHTU(IKYIOTh XBOPOOY JIMIIIE TOMY, IO IXHIM poauyam
MOCTaBUIM 1€ JiarHo3. Y 0ararb0X MAIliEHTIB TIarHOCTYIOTh
3aXBOPIOBAHHS, 1 BHUSBISETHCH, IO Yy HUX OylIM HasBHI
CUMITOMH, aJie MPABUJIbHUHN J1arH03 IM HE MOTJIU MOCTaBUTH.

Ypascenna neuinku

YpakeHHST TEYIHKM MOKE MPOSBIATUCH Y BUTISAIL
BTOMJIIOBAHOCTi, CXHJIBHOCTI JI0 KpOBOTEY Ta TICHXIYHUX
HOpYIleHb (4Yepe3 MedYiHKOBY eHIedasonatiro) i MmopTaibHOI
rineprensii. OcTaHHS — I1e CTaH, 3a SKOT0 THCK y BOPITHIN BEHI €
3HaYHO  MiJBUIICHHM, M0 MNPHU3BOAUTH JO  BAapPUKO3iB
CTPaBOXIIHMUX Ta IHIIMX BEH, 30UIBIIEHHA  CEJIe31HKU
(crureHomerarii) ¥ HAKOMUYEHHS PIAMHUA Y MOPOXKHHMHI JKHBOTA
(actury). ITig vac oryisay Takoro maii€HTa CIIOCTEPIralTh TaKi
O3HAaKM YpaXXCHHs MEYiHKM, SK MaBYKOMOJIOHI aHrioMu (Maui
PpO3AyTi MATOJOTIYHI aHACTOMO3U KPOBOHOCHUX CY/AMH, 3a3BUYail
Yy HaBKOJIOKTIOUMYHIN MiJSHIN). XPOHIYHUI FeNaTUT 13 BUCOKUM
CTYIIEHEM IPOTPECYBaHHS CIPUYMHIOE ITUPO3 TEUiHKHA MIe 10
HOSBU CUMNTOMIB. X04a OUIBLIICTE XBOPUX Ha LIUPO3 € y TpyIi
MiIBUIIEHOTO PU3HKY TEMaTONENIONSIPHOT KapIIUHOMH (ITyXJIHHU
NEeYiHKK), Y XBOpUX Ha XBopoOy Binbcona — KonoBanoBa 1ei
PH3UK € BITHOCHO HA3BKUM.

bauspko 5 % ycix mroael CTaBiIATH Ie JiarHo3 micis
BUHUKHEHHS Y HUX TOCTPOi MEYIHKOBOI HEJOCTATHOCTI, YacTO Y
KOHTEKCTI FeéMOJIITUYHOI aHeMii (aHEeMis, 110 BUHUKAE BHACIIIJIOK
pyliHyBaHHs eputpouuti). lle mnpuszBoguTh A0 mpolieM B
YTBOPEHHI MPOTETHIB (POSBISIETHCS TiIBUILIEHOIO KOATYIISLIET0)
Ta TIOpYIIEHh MeTaboy3My B TnediHii. [IpumBummeHwit
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https://uk.wikipedia.org/w/index.php?title=%D0%9F%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%BE%D0%B2%D0%B0_%D0%B5%D0%BD%D1%86%D0%B5%D1%84%D0%B0%D0%BB%D0%BE%D0%BF%D0%B0%D1%82%D1%96%D1%8F&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%92%D0%BE%D1%80%D1%96%D1%82%D0%BD%D0%B0_%D0%B2%D0%B5%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%93%D1%96%D0%BF%D0%B5%D1%80%D1%82%D0%B5%D0%BD%D0%B7%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%92%D0%BE%D1%80%D1%96%D1%82%D0%BD%D0%B0_%D0%B2%D0%B5%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%92%D0%B0%D1%80%D0%B8%D0%BA%D0%BE%D0%B7
https://uk.wikipedia.org/wiki/%D0%A1%D0%B5%D0%BB%D0%B5%D0%B7%D1%96%D0%BD%D0%BA%D0%B0
https://uk.wikipedia.org/wiki/%D0%A1%D0%BF%D0%BB%D0%B5%D0%BD%D0%BE%D0%BC%D0%B5%D0%B3%D0%B0%D0%BB%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%90%D1%81%D1%86%D0%B8%D1%82
https://uk.wikipedia.org/wiki/%D0%93%D0%B5%D0%BF%D0%B0%D1%82%D0%B8%D1%82
https://uk.wikipedia.org/wiki/%D0%A6%D0%B8%D1%80%D0%BE%D0%B7_%D0%BF%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%B8
https://uk.wikipedia.org/wiki/%D0%9F%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%BE%D0%B2%D0%B0_%D0%BD%D0%B5%D0%B4%D0%BE%D1%81%D1%82%D0%B0%D1%82%D0%BD%D1%96%D1%81%D1%82%D1%8C
https://uk.wikipedia.org/wiki/%D0%93%D0%B5%D0%BC%D0%BE%D0%BB%D1%96%D1%82%D0%B8%D1%87%D0%BD%D0%B0_%D0%B0%D0%BD%D0%B5%D0%BC%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%95%D1%80%D0%B8%D1%82%D1%80%D0%BE%D1%86%D0%B8%D1%82%D0%B8
https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D0%B0%D0%B3%D1%83%D0%BB%D1%8F%D1%86%D1%96%D1%8F_(%D0%B1%D1%96%D0%BE%D0%BB%D0%BE%D0%B3%D1%96%D1%8F)
https://uk.wikipedia.org/wiki/%D0%9C%D0%B5%D1%82%D0%B0%D0%B1%D0%BE%D0%BB%D1%96%D0%B7%D0%BC

MeTaboJ1i3M MPOTEIHIB MPU3BOIUTH 10 HAKOMUYCHHS MPOTYKTIB
oOMiHy, TakMX fK amiak, y KPOBOHOCHOMY pycii. SIKmo 1e
OPU3BOAUTH JO TMOIIKOKEHHS MO3KY, TO Yy JIIOJAUHU
PO3BHBAETHCS XPOHIYHA TEYiHKOBa eHuedanonaris (MCUXivHi
pO3J1a1K, KOMa, CyJJOMH 1 )KUTTEBO HeOE3MeUHHt HAOPSK MO3KY).

Henponcuxiampuuni o3naxu

[Ipubmm3HO TMOJIOBMHA JHOJIEH 13 XBOpoOow Bimbcona —
KoHnoBanoBa MarOTh HEBPOJOTiUHI Ta MCHUXIATPUYHI MPOSBU. Y
OLTBIIOCTI BIJ3HAYAIOTH SIK JIETKI KOTHITUBHI MOPYIICHHS, TaK 1
3MIHM B MOBEMIHII. 3a3BMuyaii 13 YacoOM BHSBISIOThL HOBI
CUMITOMH, YacTO Yy BHIJISIII MAPKIHCOHI3MY (OpaaukiHesis Ta
NopylIeHHsT 06anaHcy MiJ 4ac XOJIbOM € 3BHYAHUMHU O3HAKaMH
NapKiHCOHI3MY) Ta TPEMOpY pyK, MOPYIIEHHS eKchpecii Ha
00nM4yi, HEeBUPa3HOI MOBH, aTakcii (MOpYIIEHHS KOOpIUHAIIIT)
Yl JHUCTOHIi (CKpy4yBaHb Ta MOBTOPIOBAHUX PYyXiB IEBHOI
YaCTUHU Tina). Y JeSKHX XBOPUX CIOCTEPIraloTh CyIOMHU Ta
MirpeHb. Y 0Oararbox Joned HasBHMHA Tak 3BaHUN «wing-
beating»-TpemMop; y pellTd Jojed BiH BiICYTHIH, MpoTe HOro
MOYKHa CIIPOBOKYBATH, IMOTPOCHUBIIN XBOPOTO BUTSITHYTH PYKU
BIIEPE].

XBopoba Binbcona — KoHoBasioBa Tako MOK€ BIUTMHYTH
Ha KOTHITUBHI (yHkuii. KOrHiTHBHI po3naam MOXYTb Matu
JIBOSIKUM TEHE3: PO3JiaJl JJOOOBOT YaCTKU (MOKE TMPOSIBISTUCH Y
BUTJISAL  IMITYJIbCUBHOCTI, amarii, MOPYIIEHHSM MOXJIMBOCTI
IUTAaHYBaTH Ta CTaBUTH LUJI1) Ta CYOKOpPTHUKajdbHA JEMEHIIIS
(MO’K€e MPOSBIATUCH y BUIJISAI CIOBIIBHEHHSI MUCJIEHHS, BTpaTh
nam’siTi, 6e3 o3Hak adasii, anpakcii yu aruosii). IcHye Teopis, mo
i KOTHITMBHI MOPYIIEHHS NPSMO TMOB’sI3aHI 3 ICUXIYHUMHU
po3iaaMH, sIKi CIIPUIHHIOE XBOPOOa.

Jlo mcuxiaTpU4yHUX IpoOsieM, SIKI 3YMOBIIIOE XBOpoOa
Binncona — KonoBanoBa, MOKHa BIZHECTH 3MIHM B MOBEHIHII,
Jenpecito, TPUBOTY Ta Ticuxo3. llcuxiaTpuuHi 3MiHU 3a3BHYait
BUSBIISAIOTH PAa30M 13 HEBPOJIOTIYHUMHU CHUMIITOMAaMH 1 JIMIIE y
piAKicHUX BHMaakax O0e3 HuX. YacTo Ii CHMITOMH BaKKO
BU3HAYUTH, a00 X iM MPUNHUCYIOTH iHIIE Moxo/KeHHs. Came
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https://uk.wikipedia.org/wiki/%D0%90%D0%BC%D1%96%D0%B0%D0%BA
https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D0%BC%D0%B0_(%D0%BC%D0%B5%D0%B4%D0%B8%D1%86%D0%B8%D0%BD%D0%B0)
https://uk.wikipedia.org/wiki/%D0%A1%D1%83%D0%B4%D0%BE%D0%BC%D0%B8
https://uk.wikipedia.org/wiki/%D0%9D%D0%B0%D0%B1%D1%80%D1%8F%D0%BA_%D0%BC%D0%BE%D0%B7%D0%BA%D1%83
https://uk.wikipedia.org/wiki/%D0%A5%D0%B2%D0%BE%D1%80%D0%BE%D0%B1%D0%B0_%D0%9F%D0%B0%D1%80%D0%BA%D1%96%D0%BD%D1%81%D0%BE%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%A2%D1%80%D0%B5%D0%BC%D0%BE%D1%80
https://uk.wikipedia.org/wiki/%D0%90%D1%82%D0%B0%D0%BA%D1%81%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%94%D0%B8%D1%81%D1%82%D0%BE%D0%BD%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%9C%D1%96%D0%B3%D1%80%D0%B5%D0%BD%D1%8C
https://uk.wikipedia.org/wiki/%D0%90%D0%BF%D0%B0%D1%82%D1%96%D1%8F_(%D0%BC%D0%B5%D0%B4%D0%B8%D1%86%D0%B8%D0%BD%D0%B0)
https://uk.wikipedia.org/wiki/%D0%94%D0%B5%D0%BC%D0%B5%D0%BD%D1%86%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%90%D1%84%D0%B0%D0%B7%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%90%D0%BF%D1%80%D0%B0%D0%BA%D1%81%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%90%D0%B3%D0%BD%D0%BE%D0%B7%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%9F%D1%81%D0%B8%D1%85%D0%BE%D0%B7

yepe3 1€ PIOKO CTaBIATh JiarHo3 xBopoOu Bimbcona —
KonoBasoBa 3a HasIBHOCTI JIMIIE TICUX1aTPUYHUX O3HAK.

Inmi cucremu opranis

Taki cuMOTOMH TMOB’S3aHI 3 AKyMYJSILIEI Mili TpU
xBopo0Oi Binbcona — Konoranosa.
}/}{ﬂ o _ Oui:  ximbus  Keiisepa
A (puc. 13) — Onaitmepa
(K®-kinb1s), maToraomo-
HIYHA O3HaKa, 110
NPOSIBIISIETBCS. Y BUTIISAIL
CKymueHb Mimi y Qopwmi
KUTbIS HABKOJIO POTIBKH Y
JIeCIIeMEeTOBI  MeMOpaHi.

Pucynok 13 — Kinbus Keiizepa ITro O3HaKy HC BUABJIIAIOTH
B YCIX 3axBOpUIMX Ha
xBopoOy Binscona — KonoBanoBa. XBopoba Bimscona -—

KoHoBanoBa  TakoX  acoOLIIOETBCS 13  «COHSIIHUKOBOIO
KaTapakToo», IO MPOSIBIAETbCS Yy BUINIAAI KOpHUHEBOi abo
3€JICHOI MITMEHTAIlli IepeIHBOI Ta 3a/IHBbOI KaNCyJl KPHUIITAIHKA.
L{i cumMnTOoMH HE MPU3BOJATH A0 CEPHO3HUX MPOOJIEM 13 30pOM.
Kinsrs Keitzepa — ®naiimepa cocrepiratots y npudimnsto 66 %
BUNAJIKIB XBOpOOW (WacTimie y XBOPHX 13 HEBPOJIOTTYHUMH
CUMIITOMaMH ).

Hupku: BUpKoBUIl TYOYNSApHUIA anuio3 (Ipyroro THUITY),
nedexT peabcopoOirii OikapOOHATIB Y MPOKCUMATBHUX HHUPKOBHUX
KaHaJIbLAX, [0  NPU3BOAUTH 1O  HE(HPOKAIBIMHO3Y
(HaKOMHUYEHHS KaJblil0 B HUPKax), OcialJeHHs KICTOK (4uepes
BTpaTy Kaublilo Ta ¢(ocdariB) i yacom A0 amiHOAUAYpIii
(exckpellisi He3aMIHHMX aMIHOKHUCJIOT, MOTPIOHUX Ui CHUHTE3y
O1JIKIB, 13 CeUer0).

Cepye: kapnioMionaTisi € PiAKICHUM CHMITOMOM
xBopoOu Binbcona — KoHoBanoBa; BoHa MOXe HPU3BECTH [0
CEepLIeBOi HEAOCTAaTHOCTI (MOpYLIEHHS HacocHOi (yHKIIi) Ta
ApPUTMIH.

T'opmonu: rinonapatupoign3mM, O€31UTITHICTh Ta BUKUIHI.
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https://uk.wikipedia.org/wiki/%D0%9A%D1%96%D0%BB%D1%8C%D1%86%D1%8F_%D0%9A%D0%B5%D0%B9%D0%B7%D0%B5%D1%80%D0%B0_%E2%80%93_%D0%A4%D0%BB%D0%B0%D0%B9%D1%88%D0%B5%D1%80%D0%B0
https://uk.wikipedia.org/wiki/%D0%9A%D1%96%D0%BB%D1%8C%D1%86%D1%8F_%D0%9A%D0%B5%D0%B9%D0%B7%D0%B5%D1%80%D0%B0_%E2%80%93_%D0%A4%D0%BB%D0%B0%D0%B9%D1%88%D0%B5%D1%80%D0%B0
https://uk.wikipedia.org/wiki/%D0%94%D0%B5%D1%81%D1%86%D0%B5%D0%BC%D0%B5%D1%82%D0%BE%D0%B2%D0%B0_%D0%BC%D0%B5%D0%BC%D0%B1%D1%80%D0%B0%D0%BD%D0%B0
https://uk.wikipedia.org/wiki/%D0%9A%D0%B0%D1%82%D0%B0%D1%80%D0%B0%D0%BA%D1%82%D0%B0
https://uk.wikipedia.org/wiki/%D0%9A%D1%80%D0%B8%D1%88%D1%82%D0%B0%D0%BB%D0%B8%D0%BA
https://uk.wikipedia.org/wiki/%D0%9D%D0%B8%D1%80%D0%BA%D0%BE%D0%B2%D0%B8%D0%B9_%D1%82%D1%83%D0%B1%D1%83%D0%BB%D1%8F%D1%80%D0%BD%D0%B8%D0%B9_%D0%B0%D1%86%D0%B8%D0%B4%D0%BE%D0%B7
https://uk.wikipedia.org/wiki/%D0%9A%D0%B0%D0%BB%D1%8C%D1%86%D1%96%D0%B9
https://uk.wikipedia.org/wiki/%D0%A4%D0%BE%D1%81%D1%84%D0%B0%D1%82%D0%B8
https://uk.wikipedia.org/wiki/%D0%9D%D0%B5%D0%B7%D0%B0%D0%BC%D1%96%D0%BD%D0%BD%D1%96_%D0%B0%D0%BC%D1%96%D0%BD%D0%BE%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B8
https://uk.wikipedia.org/wiki/%D0%9A%D0%B0%D1%80%D0%B4%D1%96%D0%BE%D0%BC%D1%96%D0%BE%D0%BF%D0%B0%D1%82%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A1%D0%B5%D1%80%D1%86%D0%B5%D0%B2%D0%B0_%D0%BD%D0%B5%D0%B4%D0%BE%D1%81%D1%82%D0%B0%D1%82%D0%BD%D1%96%D1%81%D1%82%D1%8C
https://uk.wikipedia.org/wiki/%D0%90%D1%80%D0%B8%D1%82%D0%BC%D1%96%D1%97_%D1%81%D0%B5%D1%80%D1%86%D1%8F
https://uk.wikipedia.org/wiki/%D0%91%D0%B5%D0%B7%D0%BF%D0%BB%D1%96%D0%B4%D0%B4%D1%8F
https://uk.wikipedia.org/wiki/%D0%92%D0%B8%D0%BA%D0%B8%D0%B4%D0%B5%D0%BD%D1%8C

JliarHocTHKA

XBopoOy Binbcona — KoHoBasioBa MOKHa 3aIliO3pPHUTH,
IPYHTYIOUHUCh Ha OYIb-SKOMY 3 BHILENEPEIYEeHUX CHMIITOMIB
abo x y pasi, AKIMO y ONM3BKOTO POJMYa JIarHOCTOBAHO IIe
3aXBOpIOBaHHSA. Y OUIBIIOCTI MAIIEHTIB CIOCTEPIralOTh JIETKY
dopmy nucPyHKLIT TMEUiHKH, SKy M Yac O010XiMiYHOTO
JIOCJIIJDKEHHS MIATBEP/DKYE MiABUIIEHUN pPiBEHb OLTIpYOiHY B
KpOBi, BHCOKa AaKTUBHICTh acmapraramiHoTpacdepasu Ta
ana"iHaMminoTpaHcdepasu. [Ipu THKKUX YIIKOPKCHHSIX TEYIHKA
MOKHA CIIOCTEpIraTh 3HWKEHHUH pIBEHb albOyMiHy 4Yepes
HECTIPOMOJKHICTh YIIKO/DKEHUX TeIaTOlUTIB CHHTE3YBaTH Ied
Kjac OUIKiB; TakoXX MNPOTPOMOIHOBUN dYac Moxke OyTH
NOJOBXKEHUM,  OCKUIBKM  TI€YiHKa  BTpadae  3JIaTHICThb
MPOAYKYBaTh (DaKTOPH 3rOpPTaHHS KPOBi. AKTUBHICTH (DEPMEHTY
nyxHOi (ocdaTa3zu € BIJTHOCHO HU3BKOK Yy XBOPHUX 13 MEUIHKO-
BOIO HEJOCTATHICTIO, Ky CIPHUYMHIOE XBopoOa Bimbcona —
KonoBanosa. IlamieHTamM 13 HEBPOJIOTIYHMMH CHUMITOMaMHU
3a3BUYail MPOBOJATH MarHiTOpe30HAHCHY ToMorpadiro, 1o Jae
MOJKJIMBICTh MOOAUUTH MiJIBUILEHY aKTUBHICTh Oa3albHUX sIEep
3a yacoM cmiHoBoi penakcamii. Takoxx MPT moxxe moxazaTtu
XapaKTepHUH BI3epYHOK «00JINYYSI BETMKOI TaHAN.

Hemae mnpsimoro Tecty ansi JIarHOCTYBaHHS XBOpOOH
Binbcona — KonoBanoBa, npoTe piBeHb LIEpYJIOMIIa3MIHY Ta Mijl
B KpOBIi, a TaK0X KUIBKICTh MiJli, III0 BUBOJUTKLCS 3 ceuero 3a 24
TOJIMHH, JI0IIOMAaraloTh 3p0OUTH BUCHOBOK PO KUIBKICTh Mifl B
oprasizmi. «30JI0TUM CTaHJApTOM» YHM HaWKpalluM aHalli30M €
O10TICIsI IEYIHKH.

PiBeHp  mepyJjionjasMiHy € aHOPMalIbHO HHU3BKHM
(< 0,2 r/m) y 80-95 % Bumazkis. [Ipote BiH MOKe OyTH y Mexax
HOPMH B 0Ci0 13 3amajqbHUMH MPOLIECAMU B OpPraHi3Mi, OCKUIBKU
epyJaoruiasMiH €  «cTpec-Oitkom».  Huspkmii  piBeHb
HepyJomaasMiHy TakoX BJIacTUBUH xBopoOi MeHkeca Ta
arepysoria3MineMii, IO MOB’sA3aHl 3 UM SIBUIIEM, TTPOTE TakKa
O3HaKa xapakTepHimia /1y XxBopoobu Binscona — Konosaosa.
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https://uk.wikipedia.org/wiki/%D0%91%D1%96%D0%BB%D1%96%D1%80%D1%83%D0%B1%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%90%D1%81%D0%BF%D0%B0%D1%80%D1%82%D0%B0%D1%82%D0%B0%D0%BC%D1%96%D0%BD%D0%BE%D1%82%D1%80%D0%B0%D0%BD%D1%81%D1%84%D0%B5%D1%80%D0%B0%D0%B7%D0%B0
https://uk.wikipedia.org/wiki/%D0%90%D0%BB%D0%B0%D0%BD%D1%96%D0%BD%D0%B0%D0%BC%D1%96%D0%BD%D0%BE%D1%82%D1%80%D0%B0%D0%BD%D1%81%D1%84%D0%B5%D1%80%D0%B0%D0%B7%D0%B0
https://uk.wikipedia.org/wiki/%D0%90%D0%BB%D1%8C%D0%B1%D1%83%D0%BC%D1%96%D0%BD%D0%B8_(%D0%BA%D0%BB%D0%B0%D1%81_%D0%B1%D1%96%D0%BB%D0%BA%D1%96%D0%B2)
https://uk.wikipedia.org/w/index.php?title=%D0%9F%D1%80%D0%BE%D1%82%D1%80%D0%BE%D0%BC%D0%B1%D1%96%D0%BD%D0%BE%D0%B2%D0%B8%D0%B9_%D1%87%D0%B0%D1%81&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%97%D1%81%D1%96%D0%B4%D0%B0%D0%BD%D0%BD%D1%8F_%D0%BA%D1%80%D0%BE%D0%B2%D1%96
https://uk.wikipedia.org/wiki/%D0%9B%D1%83%D0%B6%D0%BD%D0%B0_%D1%84%D0%BE%D1%81%D1%84%D0%B0%D1%82%D0%B0%D0%B7%D0%B0
https://uk.wikipedia.org/wiki/%D0%9F%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%BE%D0%B2%D0%B0_%D0%BD%D0%B5%D0%B4%D0%BE%D1%81%D1%82%D0%B0%D1%82%D0%BD%D1%96%D1%81%D1%82%D1%8C
https://uk.wikipedia.org/wiki/%D0%9F%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%BE%D0%B2%D0%B0_%D0%BD%D0%B5%D0%B4%D0%BE%D1%81%D1%82%D0%B0%D1%82%D0%BD%D1%96%D1%81%D1%82%D1%8C
https://uk.wikipedia.org/wiki/%D0%9C%D0%B0%D0%B3%D0%BD%D1%96%D1%82%D0%BD%D0%BE-%D1%80%D0%B5%D0%B7%D0%BE%D0%BD%D0%B0%D0%BD%D1%81%D0%BD%D0%B0_%D1%82%D0%BE%D0%BC%D0%BE%D0%B3%D1%80%D0%B0%D1%84%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%91%D0%B0%D0%B7%D0%B0%D0%BB%D1%8C%D0%BD%D1%96_%D0%B3%D0%B0%D0%BD%D0%B3%D0%BB%D1%96%D1%97
https://uk.wikipedia.org/w/index.php?title=%D0%A1%D0%BF%D1%96%D0%BD-%D1%81%D0%BF%D1%96%D0%BD%D0%BE%D0%B2%D0%B0_%D1%80%D0%B5%D0%BB%D0%B0%D0%BA%D1%81%D0%B0%D1%86%D1%96%D1%8F&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%9E%D0%B1%D0%BB%D0%B8%D1%87%D1%87%D1%8F_%D0%B2%D0%B5%D0%BB%D0%B8%D0%BA%D0%BE%D1%97_%D0%BF%D0%B0%D0%BD%D0%B4%D0%B8_(%D0%BE%D0%B7%D0%BD%D0%B0%D0%BA%D0%B0)
https://uk.wikipedia.org/wiki/%D0%A5%D0%B2%D0%BE%D1%80%D0%BE%D0%B1%D0%B0_%D0%9C%D0%B5%D0%BD%D0%BA%D0%B5%D1%81%D0%B0

[Toenuanus HEBPOJIOTTYHUX CUMIITOMIB, KUIenb
Keiizepa — ®naifimepa Ta HU3BKUU PIBEHH LEPYJIOMIIA3MIHY €
OCHOBHHMMH O3HaKaMmHM, LI0 CBia4aTh Ha XBopoOy Binbcona —
KonoBanoBa. YV 0Oararbox BUNAAKaxX JUIsi YTOYHEHHS JiarHO3y
MOTPiOHI TOAATKOBI aHAI3H.

Mios y kpoei ma ceui

PiBenp Mifl y KpOBI € HHU3BKHM, IO MOXE 37aTHCS
napaJoKCalbHUAM, OCKUIbKM XBOpoOa Binscona — KoHoBanoBa —
1Ie 3aXBOPIOBAaHHS HAaIMIIKY Miai. OgHak 95 % Mini B 1ia3mi
KpPOBI TMEPEHOCUTHh IEPYJIOIUIa3MiH, PIBEHb SKOTO € 3BHYANHO
HU3BKUM 1pu  xBOpoOi Bimecona — KonoBamoBa. J[lns
JTIarHOCTUKU TaKOX MPOBOAATH 3a0ip cedi, AKy 30epiraioth y
MOCYJINHI, 1[0 HE MICTUTh Y CBOEMY CKJIaai Mimi. 3a 24 roauHu
MepeBipsAOTh  piBeHb Mimi: Bummid HiK 100 Mkr/24 ron
(1,6 MxMonb/24 TOM) MIATBEPIXKY€E IiarHO3 XBOPOOW, a PiBEHb
Bunmii Hix 40 Mkr/24 rox (0,6 MKMOJB/24 TOM1) € 30HOIO PU3UKY
BUHUKHEHHS IIi€i XBOpoOW. Bucokuii piBeHb Mini y cedi HE €
VHIKaJIbHOIO (TATOTHOMOHIYHOIO) 03HAKOI0 XBOpoOu Binbcona —
KoHnoBasioBa, HaTOMICTh 1€ SIBUIIE TaKOX CHOCTEPIrairoTh MpH
aBTOIMYHHOMY I'elaTUTI Ta X0JiecTa3l (a TakoK Oy/b-sIKiil 1HIIIH
XBOpOOl, IO  MEpelIKOJKae  MOTPAIUIAHHIO  JKOBYl Y
JMBaHAAISITUIIANY KUIIKY.

JUia [1arHOCTUKM Yy JAITed 1HKOJM BHUKOPHCTOBYIOTh
MeHiuiaaMiHOBUM  aHami3. JlutuHa cnoxkmBae 500 wMr
MEHINWJIaMIHY TIEPOpaIbHO, 1 MICIs BOTO MPOBOAATH 3a01p ceul
BIIPOJIOBX 24 roauH. PiBenp Bumuii Hixk 1 600 MKr (25 MKMOJIB)
CBITUUTh Ha KOpPUCTh XBopoOu Binbcona — KoHoBanosa.
Jlopocnum Takuil TeCT HE MPOBOJIATH.

bioncia neuinku

INicroximMiuHI METOJM BU3HAYEHHS PIBHS Mili y KpOBi 4n
cedi cami mo coOl € HEeHaJIMHMMM 1 3aBXIU MOTPeOyIOThH
MPOBEJICHHS JTOJAaTKOBHUX aHami3iB. TOX MICHs MiATBEPIKEHHS
xBopoou Binbcona — KonoBanoBa yciMa JOCTYMHHUMH TeCTaMHU
BUPIIIAILHUM JIOCIIUKEHHSIM € 3a0lp MaJIeHbKOi YaCTUHKH
MEYIHKOBOI TKAaHWHH METOJOM IIPOBEJCHHS OI0mCli TEeYiHKH.
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https://uk.wikipedia.org/wiki/%D0%9A%D1%96%D0%BB%D1%8C%D1%86%D1%8F_%D0%9A%D0%B5%D0%B9%D0%B7%D0%B5%D1%80%D0%B0_%E2%80%94_%D0%A4%D0%BB%D0%B0%D0%B9%D1%88%D0%B5%D1%80%D0%B0
https://uk.wikipedia.org/wiki/%D0%9A%D1%96%D0%BB%D1%8C%D1%86%D1%8F_%D0%9A%D0%B5%D0%B9%D0%B7%D0%B5%D1%80%D0%B0_%E2%80%94_%D0%A4%D0%BB%D0%B0%D0%B9%D1%88%D0%B5%D1%80%D0%B0
https://uk.wikipedia.org/wiki/%D0%A5%D0%BE%D0%BB%D0%B5%D1%81%D1%82%D0%B0%D0%B7
https://uk.wikipedia.org/wiki/%D0%96%D0%BE%D0%B2%D1%87
https://uk.wikipedia.org/wiki/%D0%94%D0%B2%D0%B0%D0%BD%D0%B0%D0%B4%D1%86%D1%8F%D1%82%D0%B8%D0%BF%D0%B0%D0%BB%D0%B0_%D0%BA%D0%B8%D1%88%D0%BA%D0%B0
https://uk.wikipedia.org/wiki/%D0%9F%D0%B5%D1%80%D0%BE%D1%80%D0%B0%D0%BB%D1%8C%D0%BD%D0%B8%D0%B9_%D0%BF%D1%80%D0%B8%D0%B9%D0%BE%D0%BC_%D0%BB%D1%96%D0%BA%D0%B0%D1%80%D1%81%D1%8C%D0%BA%D0%B8%D1%85_%D0%B7%D0%B0%D1%81%D0%BE%D0%B1%D1%96%D0%B2
https://uk.wikipedia.org/wiki/%D0%91%D1%96%D0%BE%D0%BF%D1%81%D1%96%D1%8F

[lTeyiHkOBY TKaHMHY JOCHIIKYIOTh IMAaTOMOP(OJOTIYHO —
MIKpPOCKOIIIYHUM HUISXOM Ha MEPEeBIpKY piBHS CTEATO3y, LHUPO3Y
Ta KUIBKOCTI akymynboBaHOi Mmimi. PiBenp 250 mkr wmiai Ha
1 rpam 3HEBOJHEHO! TKAaHWUHH IEUYIHKUA MIATBEPDKYE XBOPOOY
Binbcona — KonoBasnoBa. 3pijika CIIOCTEpIratoTh HU3bKHA PiBEHb
Miji; y TakoMy BHIAAKy CYKYIHICTb JaHUX Oiomcii Ta iHIIMX
JIOCTIPKeHb yCe-TaKH Ja€ MOXIIUBICTh IIOCTaBUTH J1arHO3
remarorepeopanbHoi TUCTpodii.

Ha pannix ctagisx 3aXBOpIOBaHHS 3a JOIOMOTOIO Oiomcii
3BHYAiHO BUSBJISIOTH 3HAYHHUM cTeaTo3 (HAKOMWYECHHS JIMiIiB y
KIIITHHI), TIIBUIICHWA BMICT TJIIKOT€HY B TemaToluTax Ta
TUISHKH HEekpo3y (3armbenb kimiTuH). Ha misHimmx cramisx
3aXBOPIOBAHHS CIIOCTEPIralOTh 3MiHU, MOJIOHI HA 3MIHU TIpU
ABTOIMYHHOMY TeNaTHUTi: iH(UIbTpalis 3amaJeHUMH KIITHHAMH,
YacTKOBMM HEKkpo3 Ta (¢ibpo3. Ha ocramHix cramisx
3aXBOPIOBaHHS 3a3BHuYail 3a JOMOMOror Oiorcii BHSBISIIOTH
IUPO3.

I'enemuunuit ananiz

Amnani3z myrariii rena ATP7B ta pemtu rexis, moB’si3aHUX
13 HaKOMUYEHHSAM MiJl B TEUiHII, € BapiaTUBHUM MiJ 4Yac
JIarHOCTUKU 3aXBOPIOBaHHS. Y pa3l MIATBEPPKEHHS MyTarlil
BapTO IMEPEBIPUTH OJM3BKUX POJUYIB XBOPOrO Ha HAsBHICTb
MIPUXOBAHOTO 3aXBOPIOBAHHA. BaxnuBuM QaxTopoMm mij dyac
aHaJlizy TEHOMY € pI3HHUI Yy TOUIMPEHHI TeHIB XBOpoOu
Binscona — KonoBasoBa 3a perionaMu IjiaHEeTH.

JlikyBaHHs

Hiema

3araioM peKOMEHIYIOTh XapuyyBaTHCh DXKEIO 13 HU3BKUM
BMICTOM MiJli, YHUKAaTH CIIO’KMBAHHS TPUOIB, TOPIXiB, IIIOKOJIATY,
CyXO(pyKTiB, IEYIHKU Ta MOJIFOCKIB.

MenukameHTO3Ha Teparis TOBUHHA OyTH CIIpSMOBaHA 3a
JIBOMa OCHOBHUMH MEXaHI3MaMU: OAHI MiABUIIYIOTh €KCKPEIIil0
MiJl 3 OpraHi3My, a i1HIIl HaTOMICTh 3MEHILIYIOTh BCMOKTYBAHHS
MiJii 3 IPOJYKTIB XapuyBaHHS y KHIIIII.
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https://uk.wikipedia.org/wiki/%D0%9C%D1%96%D0%BA%D1%80%D0%BE%D1%81%D0%BA%D0%BE%D0%BF%D1%96%D1%87%D0%BD%D0%B8%D0%B9_%D0%B0%D0%BD%D0%B0%D0%BB%D1%96%D0%B7
https://uk.wikipedia.org/w/index.php?title=%D0%A1%D1%82%D0%B5%D0%B0%D1%82%D0%BE%D0%B7&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%A6%D0%B8%D1%80%D0%BE%D0%B7_%D0%BF%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%B8
https://uk.wikipedia.org/wiki/%D0%93%D0%BB%D1%96%D0%BA%D0%BE%D0%B3%D0%B5%D0%BD
https://uk.wikipedia.org/wiki/%D0%9D%D0%B5%D0%BA%D1%80%D0%BE%D0%B7
https://uk.wikipedia.org/wiki/%D0%A4%D1%96%D0%B1%D1%80%D0%BE%D0%B7
https://uk.wikipedia.org/wiki/%D0%93%D1%80%D0%B8%D0%B1%D0%B8
https://uk.wikipedia.org/wiki/%D0%93%D0%BE%D1%80%D1%96%D1%85_(%D0%BF%D0%BB%D1%96%D0%B4)
https://uk.wikipedia.org/wiki/%D0%A8%D0%BE%D0%BA%D0%BE%D0%BB%D0%B0%D0%B4
https://uk.wikipedia.org/wiki/%D0%A1%D1%83%D1%85%D0%BE%D1%84%D1%80%D1%83%D0%BA%D1%82%D0%B8

OcHOBOIO JIIKyBaHHSI € TIPU3HAYEHHs TeHiMiIamMiny. Bin
3B’SI3y€ Miflb, III0 TIPU3BOJIUTH JI0 BUBEACHHS ii 13 cedero. Takum
YUHOM, MOHITOPHHT KIJILKOCTI Mifll Y cedi MO)Ke OyTH KOPUCHUM
JUI TIEpeBIpKU €(PEeKTUBHOCTI JiKyBalbHOTO mpouecy. IIpore y
20 % BunaaKiB BXKMBAHHS TEHINWJIAMIHY BiJI3HAYAIOTh MOOIYHI
e(eKTH, TaKi K MEIMKAMEHTO3HUI BOBUYAK (1[0 CIIPUYUHIOE O11Th
y cyrio0ax Ta BUCHIT Ha IIKipi) YM MiacTEHI0 (HEpBOBHM pO3Jiaj,
10 MOPOJDKYE M’SI30BY CJIA0ICTh). Y XBOPHX 13 HEBPOJIOTIYHOKO
($hOopMOI0 3aXBOPIOBAHHS Yy IOJOBHHI BHITQJIKIB CIIOCTEPIrarOTh
napajoKcalibHe MOTIPIIEHHS CHUMMOTOMIB. Xoua Iell (eHomeH
XapakTepHUH 1 s IHIKMX 3aco0iB JiKyBaHHS XBOopoOH Binbco-
Ha — KoHoBanoBa, y 1IbOMYy BHIMAJKy HNPUIHHSIOTH NMPUIMaHHS
NeHINWIaMIHY 1 TPHU3HAYAOTh IHOIN mpemapatd. XBOPHM 3i
CTIMKICTIO 10 TEHINWJIaMiHy YacTO MPU3HAYAIOTh TPUEHTUHY
TIAPOXJIOPU, KW TaKOX Ma€ XeJaTUBHI BIAcTUBOCTI. bararto
JiKapiB pEKOMEHIYIOTh TPUEHTHH K OCHOBHUH Ipernapar, npoTe
BUKOPUCTAHHS TEHIWIAMIHY BCe-Taku € mupmuM. Jlo iHmmx
JiKiB, M0 3B’A3yIOTb MiAb Yy KHILIEYHHUKY, BIAHOCATH
TETPACTUIMONIOAAT, MPOTe MOr0 BUKOPHUCTaHHS TepeOyBae Ha
eTarni eKCIepUMEHTaIbHOTO JOCiHKEHHS, aje AesKl JOCTiTHUKH
BKE MOB1JIOMJIIOTH PO HOTO MO3UTUBHUN €(EKT.

[Ticns moBepHEHHs YCiX MOKa3HUKIB JJO HOPMHU XBOPUM
NPU3HAYAOTh IIMHK (3a3BMYail y BUIJISAI TIperapary amerary
[IMHKY) Ha 3aMiHy XeJlaTopaM [yl 3a0e3Ne4YeHHsl CTaJoro piBHS
Migl B opraHi3mi. LIMHK cTUMyI0€e MeTanoTioHeiH, O1I0K
EHTEPOLUTIB, 110 3B’sI3y€ MiJb Ta 3arnodirae ii BCMOKTYBaHHIO 1
BIJIMOBIAHO TPAHCHOPTYBAHHIO 10 TediHKHU. L{uHKOBY Tepariito
IPOBOJATH JIOMOKM HE PElMUIUBYIOTH CHUMIITOMH XBOpoOM abo
piBEHb Mifl y ceul He MiABUIIUTHCS.

VY piAKICHHX BHIaJKaxX TSDKKOI HEBPOJIOTIYHOT (GopMu
3aXBOPIOBAHHS, KOJIH JIKHU JJIS1 IEPOPATBHOTO 3aCTOCYBAHHS HE €
e()eKTHBHIMY, BHKOPHCTOBYIOTh IIpemapaT auMepkanTon. Moro
BBOJSTh BHYTPIUIHBOM 30BO JI€KUJIbKAa THWXKHIB. JumepkanTon
Ma€e HHU3KY HENPUEMHUX MOOIYHUX €(EeKTiB, 30KpeMa, TaKuX SK
011 y MicIIl 1H’ €KITii.
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https://uk.wikipedia.org/w/index.php?title=%D0%9F%D0%B5%D0%BD%D1%96%D1%86%D0%B8%D0%BB%D0%B0%D0%BC%D1%96%D0%BD&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%A1%D0%B8%D1%81%D1%82%D0%B5%D0%BC%D0%BD%D0%B8%D0%B9_%D1%87%D0%B5%D1%80%D0%B2%D0%BE%D0%BD%D0%B8%D0%B9_%D0%B2%D0%BE%D0%B2%D1%87%D0%B0%D0%BA
https://uk.wikipedia.org/wiki/%D0%92%D0%B8%D1%81%D0%B8%D0%BF
https://uk.wikipedia.org/wiki/%D0%9C%D1%96%D0%B0%D1%81%D1%82%D0%B5%D0%BD%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A2%D1%80%D0%B8%D0%B5%D1%82%D0%B8%D0%BB%D0%B5%D0%BD%D1%82%D0%B5%D1%82%D1%80%D0%B0%D0%BC%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%A2%D1%80%D0%B8%D0%B5%D1%82%D0%B8%D0%BB%D0%B5%D0%BD%D1%82%D0%B5%D1%82%D1%80%D0%B0%D0%BC%D1%96%D0%BD
https://uk.wikipedia.org/wiki/%D0%A6%D0%B8%D0%BD%D0%BA
https://uk.wikipedia.org/wiki/%D0%90%D1%86%D0%B5%D1%82%D0%B0%D1%82%D0%B8
https://uk.wikipedia.org/wiki/%D0%95%D0%BD%D1%82%D0%B5%D1%80%D0%BE%D1%86%D0%B8%D1%82
https://uk.wikipedia.org/wiki/%D0%A0%D0%B5%D1%86%D0%B8%D0%B4%D0%B8%D0%B2_(%D0%BC%D0%B5%D0%B4%D0%B8%D1%86%D0%B8%D0%BD%D0%B0)
https://uk.wikipedia.org/wiki/%D0%92%D0%BD%D1%83%D1%82%D1%80%D1%96%D1%88%D0%BD%D1%8C%D0%BE%D0%BC%27%D1%8F%D0%B7%D0%BE%D0%B2%D0%B0_%D1%96%D0%BD%27%D1%94%D0%BA%D1%86%D1%96%D1%8F

Ocobam 13 naTeHTHOIO (OPMOIO XBOPOOHM MPOBOMSATH
3aranbHUA Kypc JIKYBaHHS, OCKUTBKM HAKONMUYEHHS Mifl MOXe
3aBJaTH IIKOJM OPraHi3My B JIOBTOCTPOKOBIH TIEPCIICKTHBI.

Diziomepania
diziorepamnis €  KOPUCHOKO IS  TAIllEHTIB 13
HEBPOJIOTIYHOIO dhopmoro 3aXBOPIOBAHHS. JlikyBaHHS

XenaTopaMy MiJli MOKE TPUBATH JO IECTH MICSIB 10 MOYATKy
onepkaHHs edeKTy, a (izioTeparnis MOKE TOMOMOITH OOPOTHCS 3
aTaKCi€ro, JUCTOHIEIO Ta TPEMOPOM, a TAKOXK 3arO0IrTH PO3BUTKY
KOHTPAKTYP, IO MOXYTh IIEPEUTH Y TUCTOHIIO.

Tpancnaanmauin
TpaHcmuianTamisi MeYiHKKM € e(EeKTUBHUM 3aCO00M IS
mikyBaHHs ~ xBopoOum  Bimscona — KonoBanoBa, mpote

BUKOPUCTOBYIOTH 11 JIMIIIE B OKPEMHUX BUIAJIKAX, 11O TIOB’A3aHO 3
PU3UKOM JaHOI MpoUeAypu. 3a3BHUaid, ii MPOBOAATH ocobam i3
FOCTPOI0 IEYIHKOBOIO HEJOCTATHICTIO, IO HE MiJA€ThCs
MEIMKaMEHTO3HOMY JIIKyBaHHIO, a00 o0co0aM i3 PO3BHHEHOIO
XPOHIYHOK TIEYIHKOBOIO  HEJOCTATHICTIO. TpaHCIIaHTAaIlio
NEYIHKU HE MIPOBOJATH namieHTam 13 TSKKUMHU
HEeHponcuxiaTpuYHUMHU 3aXBOPIOBAHHAMM, 32 SKHUX IS OIlepalis
HE JacTh BaroMoi KOPHUCTI 3/I0POB’10.

IIporno3s
3a BIACYTHOCTI €(QEKTUBHOTO JIIKyBaHHS XBOpoOa
Binbcona — KoHoBajsoBa IIBHAKO NPOTpecye 1 3peiToro

NPU3BOJMTH JO CMEpPTi. SIKIIO BHAAETHCS BUACHO JIIarHOCTYBATH
3aXBOPIOBAHHS Ta PO3MOYATH JIKYBAaHHS, TO Y OUIBIIOCTI XBOPUX
HE 3MIHIOETHCS 1X SAKICTh JKUTTS 1 BOHH MAalOTh MOXJIMBICTB
IPOIOBXKYBATH XKHUTHU MOBHOIO MipOIO.
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https://uk.wikipedia.org/wiki/%D0%A4%D1%96%D0%B7%D1%96%D0%BE%D1%82%D0%B5%D1%80%D0%B0%D0%BF%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A5%D0%B5%D0%BB%D0%B0%D1%82%D0%B8
https://uk.wikipedia.org/wiki/%D0%90%D1%82%D0%B0%D0%BA%D1%81%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%94%D0%B8%D1%81%D1%82%D0%BE%D0%BD%D1%96%D1%8F
https://uk.wikipedia.org/wiki/%D0%A2%D1%80%D0%B5%D0%BC%D0%BE%D1%80
https://uk.wikipedia.org/wiki/%D0%9A%D0%BE%D0%BD%D1%82%D1%80%D0%B0%D0%BA%D1%82%D1%83%D1%80%D0%B0
https://uk.wikipedia.org/wiki/%D0%94%D0%B8%D1%81%D1%82%D0%BE%D0%BD%D1%96%D1%8F
https://uk.wikipedia.org/w/index.php?title=%D0%A2%D1%80%D0%B0%D0%BD%D1%81%D0%BF%D0%BB%D0%B0%D0%BD%D1%82%D0%B0%D1%86%D1%96%D1%8F_%D0%BF%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%B8&action=edit&redlink=1
https://uk.wikipedia.org/wiki/%D0%9F%D0%B5%D1%87%D1%96%D0%BD%D0%BA%D0%BE%D0%B2%D0%B0_%D0%BD%D0%B5%D0%B4%D0%BE%D1%81%D1%82%D0%B0%D1%82%D0%BD%D1%96%D1%81%D1%82%D1%8C

Po3nain 4
3ATAJIBHA XAPAKTEPUCTHUKA TA KJIIHIKA
XPOMOCOMHUX XBOPOB

XpoMocoMHi XBOpPOOM — BelMKa rpyna MpUPOIKEHUX
CHAaJKOBUX  XBOpOO, M0  KIIHIYHO  XapaKTepU3yIOThCS
MHOXXHUHHHUMH BaJlaMH PO3BUTKY, OCHOBOIO SIKMX € YMCJIOBI a0o
CTPYKTYpHI 3MiHH XPOMOCOM.

HaiiGinpmm moBHI JaHI MpO YacTOTy 1 TOUIUPEHHS
XpOMOCOMHHUX  XBOpOO  MOXKHa  OJEpKaTH Ha  OCHOBI
UTOT€HETHYHNX JOCITIHKEHb CIIOHTaHHUX a0opTiB,
MEpPTBOHAPOPKEHUX 1 HOBOHAPOPKEHUX 13 HPUPOHKEHUMHU
Ba/IaMHU PO3BUTKY.

Xpomocomui abepayii  cepen HOBOHAPOKEHUX
TpamsitioTbess npubmm3Ho 'y 1 % miTed, cepem mited, sKi
HapOJIMINCSA 13 3aTPUMKOIO IICUXOMOTOPHOI'O PO3BUTKY 1 MarOTh
BajM po3BUTKY — Bix 10 10 30 %.

binbmie Hix 50 % crnontannux aboptiB y 1-my Tpumectpi
BariTHOCTI OB’ A3aH]1 13 XpOMOCOMHHUMH abepariisiMu.

Y XBOpHMX 13 MOpYLIEHHSAM CTaTeBoi AudepeHuianii
XpoMocoMHi abepartii crioctepiratoth Bix 20 10 50 %, a y XxBopux
13 IEPBUHHOIO 1 BTOPMHHOIO ameHopeeto — Bix 10 1o 50 %.

CTpyKTypHiI XpOMOCOMHI 1epedyaoBu y 5 % MOApYyKHIX
nap € MpUYMUHOIO 3BUYHOTO HEBUHOIIYBAHHS BariTHOCTI.

Y nmoaMHM  3HaWIEeHO Bcl (QOPMHM  XPOMOCOMHHX 1
FeHOMHHMX MyTalii. BijgbIicTh XpOMOCOMHHMX XBOpOO BHHUKAE
CIIOPAIMYHO BHACTIAOK TE€HOMHOI YW XPOMOCOMHOI MyTailii B
raMmerax 3/0pOoBHX 0aTbkiB ab0 y pa3i Mepuux MOALIIB 3UTOTH.
XpOMOCOMHI 3MiHH B TaMeTax MpPHU3BOJATH JI0 PO3BUTKY Tak
3BaHUX MOBHUX a00 peryispHuX (opM MopyueHHsS KapioTHIly, a
BIJIMTOB1/TH1 3MIHH XPOMOCOM Ha PaHHIX CTafisX PO3BUTKY 3UTOTH
€ TPUYMHOI0O BHMHUKHEHHS COMAaTM4YHOi Mo3aiuyHocTi, abo
MO3aTYHMX OPraHi3MiB (HasBHICTb B OpraHi3mi JBoX abo Oiiblie
KJIITHHHUX JHIA 13 PI3HOIO KIJABKICTIO XpOMOCOM). 3MroTa, 110
PO3BHUBAETHCS, MOXKe OyTH cdopMoBaHa JaBOMa abo OiIbIe
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KIITUHHAMH JIiHISIMH, CHIBBIIHOIIEHHS SKUX Y MO3aiYHOMY
OpraHi3Mi 3aJIe)KUTh BiJl CTaAil, Ha AKil BiIOYJIOCS MOPYIIEHHS, a
TaKOX B1JI )KHUTTE3IaTHOCTI i TeMITiB mpodtipepaliii yrBOproBaHUX
KIIITHHHUX JTiHIH.

B ocHoBy kmacudikamii = XpOMOCOMHHUX  XBOpPOO
MOKJIaJICHO TUI XPOMOCOMHOI aHOMAaJil i XapakTep AucOarancy
XPOMOCOMHOTO MaTepialy BiIIOBITHOTO KapiOTHITY.

Buxonsun 3 mHMX MPUHIUMIB, XPOMOCOMHI aHOMAIii
KapiOTHUITY MOIIISAIOTHCS Ha 3 TPYIU:

1) KiTbKICHI ~ TOPYHICHHSA 32  OKPEMHMH  XPOMOCOMaMH

2) MOpYIIEHHs] ~KPAaTHOCTI MOBHOTO  TaljIoOiIHOrO  Habopy
3) cTpyKTypHIi mepeOya0BH XPOMOCOM.

[lepmi nBi Tpynmu BiAHOCATH O T€HOMHUX MYyTaliid, a
TPETIO — 0 XPOMOCOMHHX.

Iloninnoioia BHUHUKAE BHACITIJIOK MOPYILIEHHS
HOPMAJIBHOTO MITOTHMYHOTO IIHKIY, IOJBOEHHS XpPOMOCOM HE
CYIIPOBOJUKYETBhCS TOMAIJIOM sipa Ta KIiTHHU. llpukinamom €
tpumnoinist (69, XXX) 1 terparioinis (92, XXXX), ski gacrimie
TPaIvIsAlOThCSL B MaTepiaii CIOHTaHHUX abopTiB abo y IUIoAl Ta
MEpPTBOHAPO)KEHUX, a 1HKOJM 1 B HOBOHAPO/DKEHUX, B SIKHX
TPUBAJICTh KUTTA 3 TAKUMH AHOMAJISIMH 3a3BUYall JIMIIE
JEKIIbKa THIB.

Aneynnoidia (3011blIeHHS a00 3MEHILEHHS OJHI€I abo
JEKIIBKOX XPOMOCOM) BHMHHUKA€ B PE3YIbTaTi HEPO3XOIKEHHS
XpOMOCOM y MEWOTHYHUX monaiiax abo B Mito3i. Tepmin
«HEPO3XO/HKEHHS» 03HAYa€ BIJICYTHICTh PO3JIAJHAHHSI XPOMOCOM
(y meiiosi) abo xpomatua (y mito3i) B aHadasi. B pesymbrari
HEPO3XO/KECHHSI BUHHUKAIOTh I'aMETH 3 aHOMAJIbHUM HaOOpOM
XPOMOCOM.

CmpyKmypHi 3Minu Xpomocom y JIIOAUHU TPAIUISIIOTHCS
piame, HiX KiabKicHI abeparii. CTpykTypHI nepeGy10BH MOXKYTh
OyTM XpOMOCOMHUMH 1 XPOMAaTHJIHUMH, CYHIPOBOKYBATHCA
3MiHAMH  KUIBKOCTI T€HETHYHOro Marepiamy (memerii 1
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OyIutikaii), abo Jume 3BOAATBCA JIO WOro IepeMillleHHS
(imBepcii, TpaHcnokarii). Y nepeOyaoBi Moxe OpaTH ydacTb
onHa abo OuIbIIE XPOMOCOM 13 JIEKUIbKOMa pO3pHBaAMHU 1
3’ ¢ JHAHHIMU.

bynp-sika XxpoMocoma KapiOTHILy JIIOJUHM MOKe Oparu
y4acTh Yy KUIbKICHUX YHM CTPYKTYpHHX 3MiHax. Buxomsum 3
[LOTO, MOYKHA CIOCTEPIraTH BEIHMKY PI3HOMAHITHICTH OMKCAHUX
xpoMocoMHUX (opm. [IpakTuyHa [UTOTEHETHKA TOCTIHHO
CTMKA€ThCS 3 BUSBICHHSIM HOBUX XPOMOCOMHHUX aHOMAJIN miA
Yyac JOCHIDKEHHS PI3HUX KITHH 1 TKaHUH Yy PI3HI Hepiogu
PO3BUTKY JIFOJJUHH.

XapakTep 1 TSKKICTh KIIHIYHOTO MPOSBY XPOMOCOMHHX
XBOpOO 3ajexaTh BiJ BHUIY aHOMAJil 1 CTYNEHsS BTATHEHHS
XPOMOCOM.

JliarHOCTMKa XpPOMOCOMHHMX CHHIPOMIB Ha OCHOBI
KJIIHIYHUX XapaKTepUCTUK He 3aBKJU MOXKIIUBA 3 TAKUX MPUYUUH:

— BIJACYTHS TAaTOTHOMOHIYHA IS JIAHOTO CHHIPOMY
O3HaKa;

— IePEKPUBAaHHA 03HAK PI3HUX XPOMOCOMHUX CUHJPOMIB;

— BapiabenbHICTh (DEHOTUIIUYHUX MPOSABIB OJHOTO W TOTO
CaMoro CUHPOMY B PI3HUX 1H/IMBIIYYMIB;

— BaJa¥ PO3BUTKY, IIO CIIOCTEPIraloThCsl MPU XPOMOCOM-
HUX CHHIPOMAax, MOXYTb TpPAIUIATACA 1 3a HOPMAJIBHOTO
KapioTHIy.

KiiHiko-iuToreHeTuyHe BUBYCHHS XPOMOCOMHMX
aHOMaJlii  JIO3BOJISIE BHU3HAYMTU Psii O3HAK, SKI B PI3HUX
MOETHAHHSAX 1 3 PI3HUM CTYNEHEM BHPAKEHOCTI CIIOCTEPIra€ThCst
IpU BCiX XPOMOCOMHHMX CHHIPOMAX.

[lin vac BuBuUeHHS Kopensuili (EeHOTHIYy 3 KapiOTUIIOM
Oy7n0 3po0lieHO BaXKJIMBHI BHUCHOBOK TPO T€, 110 UMM OiIbIIa
KUIbKICTh XpOMOCOMHOTO MaTepiajy BTpadeHa abo HaOyTa, TUM
3HAYHINI BIAXWJIEHHS B PO3BUTKY 1 THM paHillle BOHHU
NPOSBISAIOTECS B OHTOreHe3i. ToMmy aHOMamii 3a BEIUKUMHU
XpOMOCOMaMH TpAIUIIIOTheA Ayke piako. Kpim Toro, Hecraya
TEHETUYHOTO MaTepially BigoOpa)kacThCsl HA OpraHi3Mi TsDKYE,
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HDK WOro HaJUIMIIOK, 1 TOMY IOBHI MOHOCOMii (OCOOJMBO Yy
KUBOHAPO/KEHHUX) CIOCTEPIraroThbCcs 3HAYHO PiflIe, HIXK IMOBHI
Tpucomii. KiliHiuHa KapTHHA 3aJICKUTh HE JIMIIE BiJl PO3MIPY
XPOMOCOMH, siKa Oepe ydacTh y MATOJOTIYHOMY Tpoleci, a i
BEJIMKE 3HAYEHHS Mae 11 IKICHUI CKJIal.

4.1. Cunapom [layna

Cunapom Jlayna — tpucomisa 3a 21-10 XpoMOCOMOIO —
IFeHEeTUYHA aHOMallisl, SIKy CHPUYMHIOE HAasBHICTb JOAATKOBOI
xpomocomu y 21-it mapi.

Cungpom JlayHa € XpOMOCOMHOKO aHOMAIEI, SKii
BJACTUBA J0AATKOBA XpoMocoma 21-11a — HUJIKOBUTA (TpUCOMIs
21-ma) abo yacTKOBa (BHACIIAOK TPaHCIIOKAIIii).

Taki gitu maoTh 47 XpOMOCOM Yy KapiOTHMI 3aMiCTh
3uunmx 46. IM  mpuramaHHa  XapakTepHa  30BHIIIHICTS,
HiBUILEHA MOJJIMBICTh MOSBU IEBHOT'O CIIEKTpa 3aXBOPIOBAHb
(HampuKIaa, YpOMKEHUX BaJ CEPLUEBO-CYIUHHOI CHCTEMH,
HaOyTHX BajJ CEHCOPHOI CHUCTEMH TOILO), IE€BHA PO3YyMOBa
BIJICTAJIICTh, Yepe3 SIKy Ma€ MicIle MOBUIBHIIIUN PO3YMOBHIA
PO3BUTOK Ha (POHI 3J0pOBMX OCOOMH Ta TipIia colliajibHa
ajanTaris.

Uepes HEMOXIUBICTh MOBHOI caHalii mpodiem 1€l
aHOMaJIii MEAUIIMHA CTaBUTh 3a METY He NOCTIHHE JIKyBaHHS, a
3a0e3MeueHHs] HOPMaJIbHOTO COLIabHOTO CTaTyCy AJS JIIoJeH 13
cunapoMoM [layHa.

3a craructukoro BOO3, y cBiTi i3 cuHapomom JlayHa
Hapo/KyeThesi kokHe 700-te HemoBisg. lle cmiBBigHOIIEHHS
OJIHAKOBE B PI3HMX KpaiHaxX, KJIIMaTWUYHMX 30HAX 1 COLIAJbHUX
npomapkax. ['eHeTnuHuid 301 BiOYBa€ThCA HE3AIEKHO BiJl
croco0y KUTTA OAThKiB, X 3/I0POB’s, 3BUUOK Ta OCBITH.

IMpuyunu

Ha oxanp, pgutmnHa 13 cuHzapomoMm JlayHa Moxe
HapOAMWTHCS HaBITh Yy 3I0pPOBHX poauHax. ['eHeTmka — piy
CKiagHa 1 37e0uIbmIoro HemepeadadyBaHa, TOMY HaBpsl YU
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https://uk.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
https://uk.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC
https://uk.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0_21_(%D0%BB%D1%8E%D0%B4%D0%B8%D0%BD%D0%B0)
https://uk.wikipedia.org/wiki/%D0%9A%D0%B0%D1%80%D1%96%D0%BE%D1%82%D0%B8%D0%BF

BapTO TOKJAJaTH Ha KOTOCh BIJAMOBINAIBHICTh 3a pIMICHHS
TIPUPOJIH.

Onnak HEOOXITHO BIA3HAYUTH KidbKa (DaKTOpiB, IO
HiABUINYIOTH PU3MK HAPO/KEHHA B POAMHI JAWTUHH 13
cuHapomom JlayHa:

* [1i3ui nonozcu. Ha BiAMiHYy BiJl MOJOIMX MAaTyCh, XKIHKH
crapie 35 pokiB OUTbIIE CXMIIbHI 10 PU3UKY HAPOKEHHS XBOPOi
JTUTHHU.

Bix mamepi Cmyninb pusuxy
Bin 20 mo 24 pokiB 1 10 5000
Binx 25 no 30 pokis 1 mo 1000
Bix 35 no 39 pokis 1 no214
I[Ticns 45 pokiB 1 1019

* Bix bamvka. Lleh ¢hakTop BINTMBAE MEHIIIO MipOI0, HIXK
BIK Marepi, ajie MOTIpIICHHS SKOCTI CIIEpMH 3 BIKOM, OPIEHTOBHO
micist 42 pokiB, TEX MiABUINYE PU3UKH T€HETHUYHUX JIE(EKTIB.

* bpak midic KposHuMU poouyamu. Y JOJeH 13 oa10HOI0
TFeHEeTUYHOI0 1H(opMaliero WMOBIPHICTh MpPOSBY T'€HETUYHUX
BIIXUJICHB JYyXK€ BEITUKA.

*  Cnaokogicmb. PHU3MK CHAgKOBOrO IeperaBaHHS
3aXBOPIOBAHHS BIJl ONM3BKUX pOAMYIB YK€ Malui, aie
MOYJIMBUH 32 IEIKUX PI3HOBHJIIB CUHIIPOMY.

o [lxionuei 36uyku. IlamiHHA, aTKOroJib, HAPKOTHKH,
SKMMH 3JIOBKHMBalOTh MailOyTHI OaTbKH, MOXYTh ICTOTHO
BIUIMHYTH Ha iX T€HEeTHYHUU MaTepiall 1 310poB’S MallOyTHHOTO
MaJItoKa.

[IpuunHol0 HapomkeHHs aiTed 13 cuHapomom JlayHa
9acoM € CHaJKOBICTh. 3a JaHUMU Oe3Iidi TOCHiHKeHb, CHHAPOM
y Outbiie HiK 90 % BUMAAKIB € KIACHUYHOIO TpHcOMiero 21-1
xpomocomu. lLlg ¢opma 3axBoproBaHHA craakoBa. OjHaK
BI/I3HAYEHO, IO B CIMfX, i€ HApOHKYBaBCS MAIIOK 13
curapomoM JlayHa, IMOBIpPHICTh BHUHHKHEHHS XPOMOCOMHOL
aHOMaJTi1 B HACTYIMHOI IUTUHH BUIIA, HDK Y 3araJIbHIN MOMYJISAITi.
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3a TpaHCHOKariiiHoi (GopMH CHHAPOMY AUTHHA MOXKE
yCIaIKyBaTu XBopoOy Bij 310pOBUX OaTHKIB. Y 1IbOMY pa3i OJIUH
13 0aThKiB — HOCIH TEHETHYHOIO0 MaTepially, B SIKOMY JBi
MaJICHbKUX XPOMOCOMH 3YEIUTIOIOThCA B OnHY. [ToniOHi oOMiHM
HA3MBaIOTh 30aJlaHCOBAHOI0 XPOMOCOMHOIO IepeOynoBoi. Y
nporeci mepedyqoBH KUIBKICTh TEHETHYHOTO Marepiany He
3MIHEHO, TOMY JaHI XpPOMOCOMHI 3MIHM HaWdacTime He
MO3HAYAIOThCA Ha 370poB’1 camoro Hocig nepedynoBu. OnHaK y
pa3i  mepemaBaHHS ~ IMOAIOHOrO  TEHETHMYHOTO  MaTepiamry
HACTYITHOMY TOKOJIHHIO mepedyaoBa Moxke HaOyTH cTraTycy
He30anancoBanoi. Cungpom [layHa po3BHBAETHCSA B pasi, SKIIO
rean 13 21-i xpomocomu OynyTb He30amaHcoBaHi B Oik
30UTBIIICHHS TX KIJTBKOCTI.

Moszaiuna (opma 3axBOproBaHHS HE Ma€ TEHICHIIT 10
cnankoBocTi. BoHa 3’SBIIsS€ThCS BHACIHIOK BUIAJKOBUX 3MiH y
mpoueci MeWo3y Ha paHHIX CTaliiX pO3BUTKY IUIOJA.
PesynbpTarom mmx 3MiH cTae CTaH, 3a SKOrO YacTHUHA KIIITHH Tijia
MICTUTh 3akiajeHi aBi komii 21-i XpoMocomMu, a B I1HIIMX
KJIIITUHAX OyJie criocTepiraTucs 1o TPy KOmii.

Tpucomia 21. AOGcomoTHa  OUTBLIICT,  BUMAJAKIB
BUHUKHEHHA cuHApoMmy JlayHa BinOyBaeTbcs  BHACHIIOK
notpoeHHs 21-1 xpomocomu (TpucoMis 21). [HmmMu crnosamu, B
KOXHIM 13 KIITUH OpraHi3My HasBHI TpU EK3eMIULIpU L€l
XPOMOCOMH, SKIIO TOBUHHO OYyTH BHUKIIOYHO JB1 KOIIii.
[TopymieHHss ~ KOpPEeKTHOro  ckjiaay  reHHoi  iHpopmaii
BiZIOyBa€eThCs B OaTbKIBCHKOMY OpPraHi3Mi Ha eTari CTaHOBJIEHHS
ctateBuX KITUH. Y 90 % BUMajAKiB Lie TparuiseThecs yepes 3001 B
MATEPUHCHKIN  SIMIIEKIITHHI, 1HIII BUMAAKUA TOSCHIOIOTHCS
ocobnuBoCcTsIMH crniepMaTto3oiniB. Ha cramii wmeiio3zy (mozin
KJIITHH) ICHye HMOBIPHICTH TOTrO, IO BiAOYJAETbCS NMOMUIIKA,
4yepe3 sSKy XPOMOCOMH HE PO3IMAYThCA 10 PI3HHUX TOJIOCIB.
Hacnigkom mporo Oynae 3MiCT HaJUIMIIKOBOI KOMii y KIITHUHI
(3amicTb Habopy 3 23 XpoMOCOM KIITHUHAa Oyae MICTUTH
301IbIIEHUH KOMIUIEKT 13 24 XpomocoM). Y pa3i sKIIO Taka
cTaTeBa KJIITHHA CTAa€ YYaCHUKOM IPOLIECY 3allTiTHEHHS], Y TI0/1a
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Oyne 47 xpoMocom 3amicTh 46. Uepes HACTIIBKHA PAHHIO TOSIBY
aHOMaJTii 3aTy4aroThest aOCOIIOTHO BCl KIITUHU OpraHi3my.

Mo3zaiuna popma cunopomy. Ha Ounbm mi3Hid craii
TaKOX MOXYTh TPAIIUTUCS MOPYIIEHHS T€HETUYHOTO KOy, TIPOTE
HMOBIpPHICTB IILOTO Tyke Mana — Bix 1-2 10 5 %. Y Takomy pasi
YacTHHA KIITHH 3apoJKa MaTUME HOPMalbHY KUIBKICTb
XpOMOCOM, a B SKiMCh OAHIN (a00 KITBKOX) 3’SBUTHCA IX
HaJMipHA KUTBKICTh. L[ KIIiTHHA B MOJAIBIIOMY JACTh MOYATOK
KJIIOHYBaHHS KJIITHH 13 3aliBOI0 XpPOMOCOMOIO. Y pe3yjbTari
[[OTO YacTHHA KIITUH B OpraHi3Mi BHUSIBUTHCS 3 HAJUJIMIIKAMU
TeHeTUYHUX E€JEMEHTIB, a 4YacThHa — 3 HOPMaJIbHUM
XpOoMOCOMHUM HabopoM. Mo3aiuna ¢opMa — BU3HAYEHHS, SIKUM
Ha3BAIM II0 aHOMaifo. TsKKICTh HACHIJKIB JJIsl OpraHi3My B
pa3i Mo3aiyHoi (OopMH HE HACTIIPKU OYEBHJHA, K Yy BUMAAKY
tpucomii 21, amke 3MiHM BiAOYBAaIOTHCS JIMIIE B OKPEMHX
OUISTHKaX —opraHisamy. BusBuTH HasgBHICTH JaHOi  (Qopmu
3aXBOPIOBAaHHS Habarato BaXue, OCOOJMBO 3a JOIOMOTOIO
MpeHaTaIbHUX METOMAIB JIarHOCTHKU. BHpa3HICTh KIIHIYHUX
CHUMIITOMIB  3aJIE)KUTh  Bil  CIIBBIIHOMIEHHS  KUJIBKOCTI
HOPMaJbHHUX KIITHH 1 KIITUH 3 aHOMaJlbHUM XPOMOCOMHHM
HabopoMm.

Pobepmconiecoki mpancinokayii. Y 11boMy pa3i T€éHOTUI
XBOpPOTO HE OyJie BiAPI3HATHUCA BiJl TEHOTUITY 3/10POBOI JIFOJUHU.
TpaHcnokali€ro Ha3WBAIOTh BUJ MyTallii, KUl Mae Ha yBasi
3MIHU B CTPYKTypi XpoMmocoM. VY pa3l poOepCOHIBCHKOL
TpaHcnokanii 21-ma XpomocoMa MNPHUKPIIUIIOETbCS 10 1HIIOT
XPOMOCOMH, 31€01IIIOr0 A0 14-1 B KapioTHIi OAHOTO 3 OATHKIB.
VY zaranpHifl KIIBKOCTI BHIAJKIB YCTAHOBJIEHHS J11arHO3Yy
«cuaapom JlayHa» poOEpTCOHIBCHKI TpaHCOKaIlli, K MpUYWHA
MaToJjorii, 3aiimMaroTs 2—3 %.

Icnye Taka Touka 30py, 110 HaOyT1 MyTalii (OIPOMiHEHHS
10HI3yBaJILHUM BUITPOMIHIOBAaHHSIM Ta 1HII MyTareHHi (aKkTopu)
TaKO’)K MOXXYThb CIPHYMHUTH TEHETUYHI TOPYIICHHS, SKi
CHPUSIOTh BUHUKHEHHIO cUHApoMy [layHa. I'mnOoKo 11e muTaHHs
Ha CBOTOJIHI HE JOCHDKYBalu, TOMY pOOMTH OJHO3HAYHI
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BHCHOBKH 3 TIPUBOJY IIi€i Bepcii MOXOMKEHHs TaToJorii O0yino 0
HENPABUIBHO.

Kuainivyni 03Hakn

Ocobwu 3 cungpomom JlayHa MOKYTh MaTH Jiesiki abo BCi 3
TaKUX O3HAK:

— KOCI pO3pi3W oOueHd, 3 EeMKAHTYCHUMH CKJIaJKaMu
(BHYTpIIIHINA KYT OKa);

Pucynok 14 — EnikaHTyCHi CKIagKH

— TIIIOTOHIIO M’S31B;

— TIecKaTe nepeHices;

— SI3WK, 10 BUCTYTIAE, SIK HACTIOK MaJIOTO PO3MIpy pOTO-
BOI ITIOPOXKHUHU;

— KOPOTKY IIHIO;

— Oiti TUIAMK Ha POTiBII (Tak 3BaHi issMu bpamdinga);

— HAJAMIPHY THYYKICTb CYIJIOOIB, BKJIIOYHO 3 aTJIaHTO-
aKClaJIbHUM;

— YPOJIKEH1 BaJlu cepls;

— HaJMIpHUI NPOMIKXOK MIX MEPIIUM 1 IPYTUM MajblieM
CTOITH;

— MOOJIMHOKY 3THHANIbHY CKIIAAKY MI3HMHIIS 1 IMiJBUILICHY
KUIBKICTh IeMaToTi(iB 13 JIKTHOBOTO OOKY JOJIOHI.

binbmricte oci6 13 cunapom JlayHa MarTh PO3yMOBE
Bigcrasanus (1Q: 35-70), ocobu 3 Mo3aiunuM cuHapOMOM JlayHa
MaloTh JIEHI0 Kpaili po3yMmoBi 3maTHocTi — Ha 30—40 myHKTIB
BUIII:

— TUIecKaTe o0nuuYs, Ha SKOMY clabo BHIUISIOTHCS HIC,
pOT, HaIOPIBHI IyTU 1 T. 1.;
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— Opaxinedanis (3aHaaATO YKOPOUEHHUM dYeper), YacTo
CYIIPOBOJIKYETHCS TUIOCKOIO TOTHITUIICIO;

— CKJIaJIKa IIKIpH HA MU Y HOBOHAPOKECHUX.

Jleski 3 IUX XapakTepUCTUK MOKHA MOOAYUTH y IIe He
Hapo pKeHoro Mamoka Ha Y3/l OgHak 13 TOYHICTIO BU3HAYUTH
HasBHICTH cuHapomy Jlayna 3a V3]l nemoxximBo. [lig 1poro
JiKap MOBUHEH MPU3HAYMUTHU OUTBIN CEPHO3HI TOCIIIKEHHS.

Ichye me  pag

Hivm cxomisx ponmai BUI03MIH 30BHIIIHLOTO
BUTJISIAY  JWTHHHU,  SIKI
MO’KHA knacudikyBaTi
K  O3HAaKH JIayHI3MY
(puc. 15):

* MaJICHLKUH HIC;

* KOpOTKa 1 MIMpOoKa

18 38 78 28 wx
A% B8 B3 %5 88 3 68

Af an an Xx 82 mn

WX AN AEA Aa BH
| "Dorars Syndrome

1M,
Pucynox 15 — 3oBHimniii BUrasg airei * 30uIblIeH] o4,
i3 cungpomom layna 4acTo CHOCTepiFaIOTB
KOCOOKICTB,
* YKOpOUY€HI KIHIIBKM TIOMITHO HE€ BIJAINOBIIAIOTH
BEJIWYMHI TIJIA;
* HEBENMKa JIOBXXKMHA KHUCTi, CIPUYUHEHAa HEIOPO3BU-
HEHICTIO CEPEeHIX MaJbIlB PYK;
* BUKpHUBJIEHA (JOpMa MI3HUHIIS.

Jlo miarHOCTHYHUX O3HAK
HassBHOCT1 JIayHI3MY BIJTHOCSITh
MOTIEpEYHY JOJIOHHY CKIIAJKY,
BOHA TPAIULIETBCS 3 YaCTOTOIO
45 % (puc. 16).

A NN [TopymieHHss ~ HOpMaJTh-

, HOTO ()YHKI[IOHYBaHHS CHCTEM
PucyHoxk 16 — «Mapi’sa» OpraHi3My TakKoOX TIOPOJKYE
Goposna JesiKi ~ 30BHIIIHI  OCOOJIMBOCTI.

30KpeMa, y XBOPHUX HEPITKO CIOCTEPITAETHCS TIMEPPYXJIHBICTh
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cyrno0iB 1 HeAOCTaTHIM M’s30BuUi  ToHyC. JlaHi CTaHy
cnocrepiratotecsi npubimszHo 'y 80 % BumaakiB. Yepes
30UTBIIEHUH SI3UK (MAKPOTJIOCisl) 1 CBOEPIIHY OYIOBY M1 THEOIHHS
pPOT XBOPOTO 3aBXAM BIAKpUTHNA. M’s3u ocobm HE 31IaTHi
yTpUMYBaTH I'yOu B 3aKpUTOMY MOJOXKEHHI. Y 65 % BHUMNAIKIB
BUSIBIISIIOTHCS aHOMAJTIi 3yOiB.

XapakTepHi pUCH PO3YMOBOTO PO3BUTKY:

* TIOMITHE BiJCTaBaHHI Yy po3BUTKY. HaBite mpu
CBOEYACHOMY KOMIIJIEKCHOMY JIIKYBaHHI 3aTPUMKH B PO3BUTKY
OyIyTh yce MOMITHiII 3 BikoM. PO3BUTOK po3yMOBHX 310HOCTEH
31e0UTBIIOT0 3aJMINAETHCS HA PIBHI CEMHPIYHOT JUTHHU. Y
PIAKICHUX BHIMAAKaX 1HTEJEKT J0csATae OUIbIT BUCOKOTO PiBHS,

* HEBEIWKUU CJIOBHHMKOBHWH 3amac. KpiM TOro, mo
MAIIEHTH 3 1110 aHOMAJIIE€I0 HEBUPA3HO TOBOPSITh, BII3HAYAETHCS
JOCUTH Mi3epHHUI MOBHHI HaOip;

* BIJICYTHICTH 3H10HOCTEH 110 aOCTPaKTHOrO MHUCIICHHS.
Takum AiTAM JIeriie po3yMiTH i aHaJi3yBaTH JIHUILIE TE, 10 BOHH
OauaTh Oe3mocepeHbO Mepe] OYnuMa, YSBUTH SIKYCh CHUTYAaIlilO
abo nodaHTa3yBaTu 1Ji HUX YK€ MPoOIeMaTUYHO;

* HHM3bKAa KOHIEHTpallis yBaru. JIUTHHI  BaXKO
chokycyBatucsa Ha Oyab-SIKOMY 3aBJIaHHI, JOCUTH IIBUJIKO BOHU
MOYMHAIOTh BiJIBOIKATHCS.

Cunapom [layHa — 1ie TPaKTUYHO €IUHA XPOMOCOMHA
aHOMaJlisl, KOJM JiarHo3 MOJKHa ITOCTaBHUTH KIIHIYHO, TOOTO
OpIEHTYIOUHUCH JIMIIE Ha 30BHINIHI 03HAakU. OHAK y Oy/b-IKOMY
BUNAJIKy HEOOXiAHO Oyne MNpoBECTH KapiOTHIYBaHHA, 11100
BU3HAUUTH GOPMY CUHAPOMY.

OxpiM HasBHOCTI camoro cuHiapomy JlayHa, y XBOpHX
NPAKTUYHO 3aBXIM BIA3HAYAEThCA pAd I1HIMHX Mpoliem 3i
3nopoB’siM. Hocii 1€l XpomMocomMHOiI aHOMamii AyXke dacTo
3IITOBXYIOTBCA 3 HEAyraMH KapAioJIOTIYHOTO — XapakTepy.
VYpomxkeHi Bagu cepus Bia3HauyaroTbess npubimszHo B 40 %
Bumnajkis. [lopymieHHs 610J0TTYHUX MPOLIECIB CIPUUYUHIOE TAKOXK
paHHI PO3BUTOK KaTapakTH, 3 SIKAM 3iIITOBXYIOTbCS JBI
TPETUHU XBOPUX CTapiie BocbMH pokiB. Ilpu curapomi Jlayna
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3HAYHO 30UIBITYETHCS PU3UK PO3BUTKY XBOpoOM AJblreiimepa i
HOSIBU TOCTPOTO MI€JIOITHOTO JIEHKO3y. Y MAaIli€eHTiB 13 IIi€l0
MATOJIOTIEI0 YAaCTO € BIAXUJICHHS B pOOOTI IIJTyHKOBO-KUIIKOBOTO
TpakTy.  PeKoOMeHIylIoTbCcS  peryssipHi  OOCTeXEHHA Yy
racTpOEHTEpOJIOTa 1 Kapaiojora.

IMpoctynui 3axBoproBanHsi, [PBI Ta mnHeBMOHIT -
peryisipHi CymyTHHKM XBoporo cunapomoMm Jlayna. lle
MOSICHIOETHCSI OCJIA0JICHOIO IMYHHOIO CUCTEMOIO OpraHi3My.

IosiBa 3aiiBOi XpOMOCOMH B OpPraHi3Mi CIIPUUUHIOE TAaKOX
HOpYLIEHHs 0OMiHY PEYOBHH, L0 HPU3BOAMTH JO IMOTIPIICHHS
(GYHKLIOHYBAaHHS ~ BHYTPIIIHIX  OpraHiB  (3aXBOPIOBaHHS
HIATONOIOHOT 3aJ103H, TIOPYIIEHHS 30Dy, CIYXY i T. 1I.).

HeoOximHo  3ayBaKUTH, IO  pPE3YJNbTaTH  ACSIKHX
JIOCIIIJDKEHb CBiAYaTh MPO Te, IO JIFOAHW, SAKI € HOCIAMHU i€l
XpPOMOCOMHO{ aHOMallii, MarTh BIAHOCHO HEBHCOKY YacTOTYy
BUHUKHEHHSA 3JOSIKICHUX MyXJuH B  opradizmi. OnHak
HAKOMWYEeHAa Ha ChOTO/HI iH(OpMAIs IMOJ0 IBOT0 MEIHMYHOTO
INUTAHHSA HE Ja€ MOXMJIMBOCTI 3 YIEBHEHICTIO TOBOPUTH IPO
IPUYMHU TAKOTO B3aEMO3B’SI3KY.

JlikyBaHHs

'eneTnuHa TpUpoAa 3aXBOPIOBAHHS 3BOJUTH IIAHCH HA
ycmimHy 00poTb0y 3 HMUM A0 MiHiMymy. OJHaK iMOBIpHICTB
TOr0, WI0 BCE-TaKM OyIyTb pO3pOOJEHI METOAMKH, SKI
JIO3BOJISIFOTH  YCHIIIHO JIIKyBaTh ocid 13 cuHapomoM JlayHa.
JocnigxeHHs  BYEHMX, IPOBEAEHI  OCTaHHIMU  POKAMH,
3aCBITUMIM, LI0 MOXKHA 3POOUTH CBOEPITHE «BUKIIOUYECHHS»
3aifBoi komii 21-i xpomocomu. Illo6 3aiiicHuT 1mIO IR0,
nepeadavyaeTbcsl BHUKOPUCTOBYBAaTH OCOONUBY TOBEAIHKY X-
XPOMOCOMH, sIKa BIJIMTOBIJA€ 33 HAJICKHICTH JIIOJIMHU 70 KIHOYOT
crari. YomoBiuuM HabOOpOM XpOMOCOM, SIK BifoMo, € Habip XY,
a kiHouMM — HaOlp XX. Y4eHi BCTaHOBWJIM, L0 B OpraHi3mi
KIHKM B OJHIM 13 XpOMOCOM CHOCTEpIraeThCsi 1HAKTMBOBAHUH
CTaH, a 1l JaHI HE BHUKOPHUCTOBYIOTbCS B IPOLIECI CHHTE3Y
OinkoBuX cTpykTyp. Ilo CyTi, BOHa He € Y4YaCHMKOM CHUCTEMH
O010XIMIYHHMX peakiliii B opraHi3mi. BinOyBaeThCsl 11e BHACIIIOK
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BUPOOJICHHSI OCOOJIMBUX PEYOBHUH IIiJl KEPYBAaHHAM CHEIU(piIuHOT
mistakn - JIHK.  I[li pedyoBMHW  TOKPHUBAIOTH  MOBEPXHIO
XPOMOCOMH, TOMY OJIOKYIOTb JJOCTYII JIO HET.

MenuyHi TpamiBHUKK 3po0MiIn crpoly CKOpHCTaTHCA
UM MEXaHi3MOM 13 METOI0 3pOOUTH HEAKTHUBHOIO TPETIO KOIIiO
21-i xpomocomu. JlaHi AOCHI/DKEHb CBiAYaTh, MO0 came ii
aKTHBHICTh y TIPOIIeCi BUPOOHUIITBA OITKOBHUX 3’€JIHAHb 1HIIIIOE
BUHUKHCHHS PI3HOMAHITHHUX BIIXWUJICHB BiJl HOPM PO3BUTKY. [liist
peaizanii 3ayMKd HEOOX1HO OyJIO 3pOOUTH 3alBUI €K3EMILISAP
21-1 xpomocomu moniOHUM Ha X-Xxpomocomy. [[i1st iporo BYeHi
3aCTOCYBaJIM KUTbKa MOJU(IKOBAHUX TUISHOK T'€HETUYHOTO
MaTepiany, II0 CIOPUYMHIOE iHakTuBamito. Llg mingaHka Oyna
BMIIIIEHA 3aMiCTh OJHOTO i3 «CMITTE€BUX» (pparMeHTIB (4acTHHA
JHK, mo BiamoBizae 3a cuHTe3 OLIKIB) y 3ailBy XpoMOCOMY.
Uepes nesikwii yac 0o0poOneHa MOMIOHMM dYMHOM Komist 21-i
XPOMOCOMHU TMPUIUHUIA TPOSBISATH AaKTUBHICTH. JloCTHiaHUKU
BUCYHYJIM TPHITYIICHHS, IO II¢ JO3BOJIUTh KOMIICHCYBATH
HasIBHICTh 3aliBOr0 T€HETUYHOTO MaTepiaiy.

Heo6xinHo 3ayBakuTH, 110 AOCIIIN MPOBOIIIIN JIUIIIE HA
KyJBTYpl CTOBOYPOBHX KJITHH, a OT)K€, HAa ChOI'OJJHI HE MOXKHA
TOBOPUTH Mpo Oyab-aKy edekTuBHICTb MeToxy. Kpim Toro,
JIOTIOMOTY BiJl IbOTO MiAXO0Jly MOXYTh OZEp>KaTH JIUILIE Ti 0COOU
13 cu"apoMmoM JlayHa, y SKMX BiH OOYMOBJIEHHH TpPUCOMIEIO.
Tpancnokaniiiny GopMmy XBOpoOM MOJIOHMM YMHOM BMIIIKYBaTH
HEMOXJIMBO: JIOBEJOCS O «BUMHMKATH» IIUTy XpOMOCOMY, a IIe
OJIHO3HAYHO 3aBJACTh OUIbIIE WMIKOIU, HIXK KopHCTi. OmHaK 3
OISy Ha CTPIMKMI mporpec y cdepi TeHeTUKU Ta OB’ sI3aHUX 13
HEI0 JOCTi)KeHb, MOXKHa CKa3aTH, IO METOJ Ma€ IeBHi
MIEPCIICKTHBH.

Couianizanisi Ta iHTerpamisi B CycnijibCTBoO

Hite#t 13 cunapomom JlayHa 1HOAI  Ha3WBaIOTh
«coHSTYHUMM». [lOSICHIOEThCS 1€ THUM, IO BOHH JyXe
JTOOpPO3UUIINBI 1 MO3UTHBHI, HE3BAKAIOYM HA MOJXKJIMBI TIEpemnaan
HACTPOIO 1 MepioAMyHi cnajnaxu arpecii. 3aBIsKH CTPIMKOMY
PO3BHUTKY MEAMIIMHU 1 TEAAroTiKh y MAaJIOKIB 13 CHHIPOMOM
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Hayna teriep Habararo OuIbIe TEPCIEKTUB y 3700yTTI OCBITH,
HDK 1e Oyno Ha mouyarky XX croiitts. B Ti wacu TpuBamicTh
JKUTTS JTFOJICH 13 I1€10 TaTOJIOTIEI0 CTAaHOBHIIA B cepeHboMy 20—
25 pokiB. BrumB 1mporo ¢akropa He 103BOJSB M NPUAUISTH
JIOCTaTHBOT KIJIBKOCTI dYacy JUIS OCBOEHHS THX YW IHIIHX
aucuuiurid. OcCTaHHI CTATUCTHYHI JOCHIIPKEHHS Ha IIUTAHHS
«CKUIbKY KUBYTH JIIOJIM 13 cUHIApoMOoM JlayHa?» BiANOBIIAIOTH,
10 TPUBAJICTH KHUTTS 301IbIIHAIACS 10 50 pOKIB.

4.2. Cunapom EaBapaca

Cungpom EnBapaca, abo tpucomis 18, — 1me TsDKKe
YPOJUKEHE  3aXBOPIOBAHHSA,  CIPUYMHEHE  XPOMOCOMHHMH
NopymieHHsIMUA. BOHO € ojHi€l0 3 HAWOUTBII TOMUPEHUX
NaToJoTi y il kareropii (MOCTYMaeThCs 3a YACTOTOKO JIUIIIE
cugapomy  JlayHa). 3axBOpPIOBaHHS XapaKTepU3yeThCs
YUCICHHUMHU MOPYUIEHHSAMU B PO3BUTKY pI3HUX OprafiB 1
cucreM. IIporHo3 nmns QUTUHU 3a3BHYall HECNPUATIUBUW, aje
0araTo 3aJIeXKHUTh B/ JOTJIALY, IKHI 34aTHI 3a0€3MeYUTH O0aThKU.

[Tommpenicts cunapomy EnBapiaca 3emMHOI0 Kynero
Bapitoe Big 0,015 mo 0,02 %. YUiTkoi 3aeKHOCTI BiJl MiCIIEBOCTI
abo pacu He croctepiraerbcsi. CTaTUCTUYHO AIBYATKA XBOPIIOTH
y 3—4 pasu yacrimie BiJ XJom4yukiB. HaykoBoro mosicHeHHs i€l
nporopuii MOKM He BHsBIEHO. IIpoTe BiA3HAUY€HO HU3KY
dakTopiB, AKi MOXYTb MIABUILUTH PHU3MK BHHUKHEHHS L€l
HaTOJIOTIi.

Sk 1 1HII XpoMoOcoMHI MyTalii, cunapom Ensapica €, B
NPUHILINI, HEBWJIIKOBHMM 3axBoproBaHHAM. HaiicyuacHimni
METOAM JIIKYBAaHHS Ta AOTJSAAY MOXYTh JIMIIE MHiATPUMYBATH
KHUTTS JUTUHU 1 CIPUSATH TIEBHOMY MPOTPECY B WOTO PO3BUTKY.
€IMHUX pEeKOMEHJAIl 13 IOy 3a TaKUMHU JITbMU HeMae
gyepe3 BEIMYE3HE PO3MAITTS MOXKIIMBHX TOPYIIEHB 1 YCKIIaHEHb.

Mpuyunu

Cungpom EnBapjica € reHETUYHUM 3aXBOPIOBAHHSM, IO
XapaKTepU3YeThCS HASBHICTIO JOAATKOBOI XpPOMOCOMH B T€HOMI
JFOIMHHU.
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Cungpom EnBapnca  HanmeXuThb 10 TaKk — 3BaHUX
XPOMOCOMHHUX 3aXBOPIOBaHb, KOJM MpoOiieMa TMOJsArae HE B
nedekti reHa, a B aedekrti mutoi monekynu JIHK. fkmo Oyru
OUTBII TOYHUM, TO KIacHyHa (opMa IbOrO 3aXBOPIOBAHHI —
HasBHICTH 3aiiBoi 18- xpomocomu. Kapiotun y Takux BHITaJiKax
no3HavaeTbes K 47, XX, 18+ (mas maiBumbkm) 1 47, XY, 18+
(s xymomuuka). OcranHsa nudpa mo3Hauae HOMEpP J10AATKOBOI
xpomocoMu. Hamnmumok renernynoi iHdopmarii B KIIITHHAX
MPU3BOJIUTH O TIOSBH BIAMOBIIHUX TIPOSBIB XBOPOOH, SKi
00’enHaHi1 Ha3BoIO «cuHapoM EnBaprca». HasBHiCTh q0aaTKOBOI
(Tperboi) Xxpomocomu 3a HOMepoM 18 mamo iHmy (OB
HAyKOBY) Ha3BY XBOpOOH — Tpucomis 18.

3anexcno  6i0  gopmu  xpomocomnozo  Oeghexmy
PO3DI3HAIOMb MPU BUOU YbO2O 3AXEBOPIOBAHHSL:

Iloena mpucomia 18. lloBHa abo xknacwuHa (opma
cunapomy EnBapnaca mpumyckae, 1o BCi KIITHHH B OpraHi3zmi
MalOTh JOJATKOBY Xpomocomy. Lleii BapiaHT 3axBOpPIOBaHHS
TpamnsieTbess Ounbiie HK y 90 % BunaakiB 1 € HalOUIbII
TSOKKHM.

Yacmkosea mpucomia 18. YactkoBa Tpucomis 18 €
JOCUTH piIKicHUM (GeHomMeHoM (He Oinbime Hix 3 % Bim ycix
BunajkiB cunapomy Ensapnca). Ilpu Hil y KIITHHAX OpraHizmy
MICTUTHCSI HE IIJIa TOJATKOBA XPOMOCOMA, a JIMIIE ii parMeHT.
Takuii gedext Moxke OyTH pe3ylIbTaToM HEMPaBUIBLHOTO MOILTY
TeHEeTUYHOr0 MaTepiaiy, aje TpalIsieThCs BiH AyxXe piako. [Hozl
YacTWHA BICIMHAQALATOI XPOMOCOMH MPHUEAHYETHCS A0 1HIIOT
mostekynu JIHK (ympoBamkyeTbes B ii CTPYKTYPY, TTOIOBKYIOUH
MOJIEKYyTy, a00 MPOCTO «UIIUIAETHCS» 3a JIOMOMOTOI0 MICTKA).
[Tomanpmnii MOAUT KIITAH TPU3BOIUTH 10 TOTO, IO B OpraHi3mi
€ 2 HOpMaJbHI XpoMocoMHU HOMep 18 1 e yacThHA TeHiB i3 IUX
xpomocoMm (30epircs ¢pparment monekynmu JIHK). ¥V npomy pasi
KUIBKICTh  ypODKEHUX JedekTiB Oyae HabaraTo HHXKYOIO.
Crnocrepiraerbcsi HaAJMUIIOK HE BCi€l T€HETUYHOI 1HQopMaIlii,
3akofoBaHoi y 18-if xpomocomi, a nume ii 4vacTuHH. Jlis
MAIi€HTIB 13 YaCTKOBOIO TPUCOMI€I0 18 MpOrHO3 Kpamui, HiX
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JUIS TiTeH 13 TOBHOIO (DOPMOIO, ajie BCE OIHO 3aJIMINAETHCS
HECTIPUATINBUM.

Mo3aiuna ¢popma. Mo3zaiuna popma cuaapomy Enpapica
croctepiraetbcst B 5—7 % BUNAAKIB I[bOIO 3aXBOPIOBAHHS.
Mexani3M 11 10sSIBU BiApi3HA€ThCA Bij iHIMMX BUAIB. CrnpaBa B
TOMY, IO TYT JAePEKT yTBOPHBCS BXKE TMICHS 3JIUTTA
criepmaTo3oina i sunexmtuan. OOuIBI TaMeTH (CTaTeBl KIITUHHN)
CHOYAaTKy MaJldi HOPMAJIbHUI KapiOTHII 1 MO OAHIA XpOoMOcCOMi
KokHOTO BuUAy. Ilicmsa 3mutta  chopmyBasiacst KIITHHA 3
HOpMabHOIO (opmynoro 46XX ado 46XY. ¥V mpoueci moainy
miei KIITHHU cTaBcs 30iid. [lpw MOABOEHHI TE€HETHYHOTO
MaTepiany OIuH 13 (¢parMeHTiB oOjepkaB AOJaTKOBY 18-Ty
xpomocoMy. TakuM YMHOM, Ha TEBHOMY eTami chopmyBaBcs
3apOJIOK, YaCTWHA KIITHH SKOTO MalOTh HOPMAaJbHHH KapioTHI
(mampuknan, 46XX), a vactuHa — KapioTun cuHApomy EnBapica
(47XX, 18+). Yacrtka mAaTOJOTIYHUX KJIITHH HIKOJIU HE
nepesuntye 50 %. IX KilbKicTh 3aleXHTH Bifl TOTO, Ha SAKOMY
eTarni Mojily MOYaTKoBOi KIITUHHU cTaBcs 30ii. YuM mi3Himie e
BII0OYBa€ThCS, TUM MEHIIOK Oyne yacTka Ae(PEeKTHUX KIITHH.
dopma onepkasia Ha3By uepe3 Te, 110 BCl KIITUHU OpPraHi3My €
CBOEPITHOIO MO3aikor. YacTHHA 3 HUX 3/I0pOBa, a YaCTHHA — 3
TSKKOIO T€HETUYHOIO MaTOJIOTi€r0. 3aKOHOMIPHOCTI B PO3MOJILTI
KJIITUH B OpPraHi3Mi MpH IbOMY HE CIIOCTEPIrarThcs, TOOTO BCi
neGeKTHI KIITHUHU HE MOXYTh JIOKaJi3yBaTHUCS JIMIIE B OJHOMY
MicIi, o0 X MOkHa OyJI0 BUAQIUTU. 3arajlbHUN CTaH Talli€HTa
IpY [IbOMY JIETIINH, HIX 3a KJIacuuHoi popmu Tpucomii 18.

HasBHicTh 101aTKOBOT XpOMOCOMH B TE€HOMI JIFOJWHHU
CTaHOBUTH Oe3niu mpobrmem. CrpaBa B TOMy, L0 KIITHHU
JIOJMHY 3aIIpOrpaMoBaHi 3YMTYBAaTU T€HETUYHY 1HQOpMaIlilo Ta
NyOJIIoBaTH JUIIE 33JaHy MPHUPOJOI0 KimbKicTh Mosekyn JIHK.
[TopyteHHsT HaBiTh Y CTPYKTYPi OJTHOTO T€Ha MOXKYTh ITPH3BECTH
JI0 CepHO3HUX 3aXBOPIOBaHb. 3a HasBHOCTI 1ol Mmosekynu JJHK
pPO3BUBAIOTbCA ~ MHOXXKHMHHI ~ TOpYIIEHHS II€ Ha  eTami
BHYTPIIIHBOYTPOOHOT'O PO3BUTKY /IO HAPOJKEHHS TUTHHHU.
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3riIHO 3 OCTaHHIMHU JHochipKeHHsMu 18-ta xpomocoma
MicTUTh 557 TeHiB, sIKi KOAYIOTh HE MeHIIe HiK 289 pi3HuX
OinKiB. Y BIJICOTKOBOMY BIiTHOIICHHI 1e mpuOnu3Ho 2,5 % Bix
YCbOTO TeHETHYHOTro Matepiany. [lopymenHs, siKi CIpHYUHIOIOThH
HACTUIbKM BENUKHUN aucOanaHc, nyxe cepiio3Hi. HempaBuibHa
KUTBKICTh OUIKIB 3yMOBIIOE€ 0O€31i4 aHOMaTii y pO3BUTKY Pi3HUX
OopraHiB 1 TKaHWH. Y pa3li HaIBHOCTI cuHApoMmy EnBapica
YacTillle CTPaXJAIOTh KICTKH yepena, AEdKi BiIIUIM HEpBOBOI
CUCTEMH, CepIIeBO-Cy/IMHHA i ceyocTareBa cucteMu. LlIBuime 3a
BCE II€ TOB’S3aHO 3 THM, III0 TeHH, PO3MIIICH] Ha 11 XPOMOCOMI,
CTOCYIOTBCSI PO3BHTKY CaMe IIMX OPTaHiB 1 CHCTEM.

TakuM 4YMHOM, OCHOBHOIO Ta €IUHOK MPUYUHOIO
curanpomy EnBapnca € HasBHicTh momatkoBoi monekynu JIHK.
HaiiGinpmm  4yacto (3a kiacuyHoi ¢GopMH XBOpOOHW) BOHA
YCIIaJKOBYETHCS BiJ OJHOTO 3 0aThKiB. Y HOpMi KOXKHA rameTa
(ciepMaTo30i/1 1 AUMEKITITHHA) MICTUTh 0 22 HEeMapHi COMaTUYH1
XPOMOCOMH, TUTIOC OJIHY cTareBy. JKiHKa 3aBKIU Tiepeae TUTHHI
cTaHgapTHU HaOip 22 + X, a 4oJoBiK Moke mepeaaru 22 + X
abo 22 + Y. Lle 3ymoBmioe crath autuHu. CTaTeBi KIITHHU
0aTbKiB YTBOPIOIOTHCSI B pe3yJbTaTi MOJAUTY 3BUYAWHUX KIITHH
Ha 7Ba HaOOpU. Y HOpPMI MaT€pUHChKA KJIITHHA AUIMTHCS Ha JBI
piBHI YacTHMHH, ajie 1HOJ1 He BCI XpPOMOCOMH AUIATHCS HAaBIILI.
Axmo 18-ta mapa He posziiiacs Mo Mmojirocax KIITHHU, TO OJHA
3 sifuekmiTuH (abo OJUH 13 criepMaro30iniB) Oynae 3a3naneriib
nedextHoro. Y HiM Oyne He 23, a 24 xpomocoMu. Y pasl SKIIO
came g KJIiTHHA Oyae OpaTu y4yacTh Yy 3allTiAHEHHi, TUTHHA
OJEPKUTh JOJATKOBY 18-Ty Xpomocomy.

Ha nenpasunvruii nooin kiimun mMoxicyms GAUHYMU MAKI
Gaxmopu:

e Bix 6amvkis. JloBeneHO, 10 HMOBIPHICTH XPOMOCOM-
HUX aHOMadiil 30UIbIIyeThCS MNPSAMO MPONOPIINHHO 3 BIKOM
marepi. [Ipu cunapomi ExBapca 1ieif 38’130k MEHIII BUpayKEHHIH,
HDK 3a IHIIUX TMOMIOHWUX TMAaTOJOTid (HAmpHUKIaaA, CHHIPOM
Hayna). Ane s xiHOK crapuie 40 pOKiB pU3UK HApOJIUTH
JTUTUHY 3 II€I0 TIATOJIOTIEI0 B CEpEeaHLOMY B 6—7 pa3iB BHUIIHIA.
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[TonibHa 3aneXHICTh BiJ BIKy OaThbKa CIIOCTEPITa€ThCS B 3HAYHO
MEHILIOMY CTYIIEHI.

o [Tlaninna ma eorcusauns anxozoaro. Takl IIKIUINBI
3BUYKH, SIK TIAJIIHHS 1 37I0B)KUBAHHS aJIKOTOJIEM, MOXKYTh JIIITH Ha
CTaTeBy CHCTEMY JIIOJUHH, BIUIMBAIOYM Ha PO3MOJIIJ CTATEBUX
KITHH. TakuM YMHOM, pEryjisipHE B)KMBAaHHS IIUX PEUYOBHH (a
TaKOXX 1HIIMX HApPKOTUYHUX IIpenapariB) IMABUILYE PU3HUK
HEMPaBUIBHOTO PO3MOALTY TEHETUYHOTO MaTepiany.

o [lpuiimanns nixapcokux 3acobie. Jlesakl JKapchKi
npenapaTy Ipyu HENMPaBUWIHLHOMY MPUKHOMI B MEPIIOMY TPUMECTPi
MOXYTh BIUIMHYTH Ha PO3MOALT 3apOAKOBUX KIITHH 1
CIPOBOKYBaTH Mo3aiuHy popmy cunapomy EnBapaca.

e 3axeoprwesannsi cmamesoi cucmemu. llepeHeceHHs
iH(peKIil 3 YpaKEeHHSM pENpPONYKTUBHUX OpPraHiB MOXYTh
BiIOWTUCS Ha TPAaBWIBHOMY pO3NOAUIN  KIiTHH. BoHu
MiBUIIYIOTH PU3UK XPOMOCOMHHUX 1 T€HETUYHUX 3aXBOPIOBaHb Y
IJIOMy, XO4Ya CIeialbHO Ui CHHIApOoMYy EnBapaca momiOHi
JOCTIIPKEHHS HE TIPOBOIMIIH.

o Paoiayiiine sunpominioéanns. ONPOMIHEHHSI CTaTeBUX
OpraHiB pPEHTI€HIBCBKMM BHIIPOMIHIOBaHHSAM a00 IHIIMMHU
10HI3yBAIBHUMH  BUIIPOMIHIOBAaHHSIMH  MOX€  CIPUYUHHUTH
reHeTnyHi myTtaiii. OcobnruBo HeOe3MeuyHUi Takuil 30BHIMIHIN
BIUIMB Y MIJUIITKOBOMY Billl, KOJU IMOAUI KIITUH B1AOyBa€eTbCs
HaOLIbII aKTUBHO. YactuHky, 10 bopMyIOTh
BUITPOMIHIOBAHHS, JIETKO MPOHUKAIOTh KPi3b TKAHWHU 1 MJ1aI0Th
monekyny JHK cBoepimHoMy «OoMOapayBaHHIO». SKimo 1e
BiIOYBAa€THCS B MOMEHT NOJIIY KIITHHHU, PU3HK XPOMOCOMHOL
MyTallii 0COOJIMBO BUCOKHIA.

VY mimoMy MOXHa CKa3aTd, O[O0 TNPUYAHU PO3BUTKY
cunapoMmy EnBapaca ocrarouHo Bigomi 1 Jg00pe  BUBYEHI.
BumenepeniueHi YMHHUKH JIMILIE MiABUILYIOTh PHU3UK PO3BUTKY
miei myranii. He € BUHATKOM 1 MPUPO/KEHA CXUIBHICTD JISIKHX
0ci0 70 HEempaBWJIBHOTO PO3MOJIIYy T'€HETHUYHOrO0 MaTepiajy B
cTaTeBUX KITHHaX. Hampukian, BBaXkaeTbes, U0 Y MOAPYKHBOT
mapu, sKa BKe Mae JAUTHHY 13 cuHapomoMm EnBapica,
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WMOBIpHICTh HApOJUKEHHS JIPyroi JUTHHU 3 aHAJOTIYHOIO
naToJioriero ctaHoBUTh 2—3 % (mpubnusuno B 200 pa3iB Bwile,
HDK CEpeIHsI MOUTUPEHICTH I1€T XBOPOOH ).
Kuiniuni o3Hakn
3a3Buuail iTH 3 TPUCOMIEIO
xpomocoMu 18 mpu HapOIKEHHI
MawTh Malxy Bary (mpuOIu3HO
2 100 r), x0ua HapOIKYIOTHCS B
nepenbavyyBaHuid TepMmiH abo0 1HOII
HaBiTh mnepeHomeHumMu. Jlitm 13
CHHJIPOMOM Ensapaca MaroTh
crerdiuHy 30BHIMHICTE (puc. 17):
yepern JeOpMOBAaHUN 1 CTUCHYTHUU
Pucynok 17 — 3opmimmiii 13 OOKIB, 40JO HHU3bKE, MOTHIUISL
BHULJISL JMTHHH i3 mmpoka, HWKHA IIeNiena MajJeHbKIX
cunapomom Exsapiaca pO3MipiB, HHM3BKO  PO3MIIIICHEHI
BUTSTHYTI BYIIHI PAaKOBHHM, BY3bKI OYHI IIUIMHH, YKOPOYEHI
KICTKM TpPyIHUHU 1 JaedopMOBaHI KIHIIBKHU. 3a3BHuYail uepes
nedhopMyBaHHS TPYAHUHU 3MEHIIYIOTHCS MIKPEOEPHI MPOMIKKH
1 rpylHa KJITKa CTa€ LIMPLIOI0 1 KOPOTILIOKW BiJi HOPMAaJbHOI.
Inomi y wamiokiB crmocTepiraetbes Tiapornedanis (BOASHKA
rOJOBHOTO MO3KYy) abo Mikpouedatis (3MEHLIEHHS po3MipiB
TOJIOBHOT'O MO3KY).

HoBonapoxeni fitu 13 cunapomom Ensapica 3a3HaroTh
TPYAHOILIB KOBTaHHS SK HACIiJOK, BHHUKAIOTh MpPOOIeMH 3
rofyBaHHsAM. [3 mepmmMx THXHIB BiJI3HAYAEThCS 3aTpUMKa
¢13uuHOr0 po3BUTKY. Uepes rpy0i Baau PO3BUTKY LEHTPAIbHOI
HEPBOBOi CUCTEMHU JIITH CTPAXKAAIOTh HA PO3YMOBY BiJCTaNICTh.

I3 Goky ceprieBO-CyIMHHOI CHUCTEMH CIIOCTEPIraloThCs
BaJM PO3BUTKY TOJIOBHHX KpPOBOHOCHUX CYAMH 1 CEpIEBOIO
M’si3a, 110 CTa€ OCHOBHOI NPUYMHOIO CMEPTHOCTI HEMOBJIAT y
nepur Micsii XUTTS. Y HUPKax TaKoXK CHOCTEpIraloThesl CTiHKi
MOpYIIEHHs, HailyacTtime 1e TiapoHedpo3, ToOTO mporpecyroue
PO3LIMPEHHS] TOPOXKHUH HUPOK 13 TMOJAJBIIO aTpodiero
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HUPKOBOi TKaHWHU. CTaTeBi OpraHW MITEH 13 CHHIPOMOM
EnBapca HeTOPO3BHHEHI.

3 O0OKy NIUTYHKOBO-KHIIIKOBOTO TpakTy B IIAII€EHTIB
BiJ[I3HAYAETHCS 3POIICHHS BUBITHUX IMPOTOK >KOBYHHUX XOMIIB 1
JKOBYHOTO  MIXypa, 3BYXKEHHS TIPOCBITY CTpaBOXomy 1
IpUKONOAIOHE BUITMHAHHS KUIICYHUKY.

JliarHocTuka

JliarHOCTHKA IILOTO CHUHAPOMY IIOJIATAE Yy MPOBEICHHI
XpoMOCOMHUX TecTiB. Ilim wac mepeOiry BariTHOCTI, HaBITh
HE3BKAIOYM HA Te, 110 BECh MEpioJl BUHOIIYBAHHS IPOBOMASTH
V3]l mionma, pgiarHocTHKa cuHApoMmy EnBapmca HaHOUTBII
yckinanHeHa. JlaHi ynabTpa3BYKOBOTO JOCHIKEHHS CBiAYaTh
JUIIE TIPO HEMpsMi O3HAKH, SKi Hajalli MOXYTh IIPHU3BECTH JIO
cunapomy EnBapnaca (Hemopo3BHHEHHS a00 BIACYTHICTh Y
MyIKOBOMY KaHAJll TYIKOBOI apTepii, HEBEIMKUH pPO3Mip
IIaleHTy). Y mepuri Tpu Micsii mepeliry BariTHOCTI 3a
JOTIOMOTOI0  YIIBTPa3BYKOBOTO  JIOCHI/DKEHHS ~ HEMOXKIIUBO
BUSIBUTH TpyOi aHOMAaJii IUTIIHOTO PO3BUTKY, IO CBiI4YaTh MPO
HasBHICTh cuHApoMy EnBapaca. Tomy BHacligoK yTpyIHEHOT
TIarHOCTHUKY 1li€1 Baay MUTAHHS MPO MEepeprBaHHS BariTHOCTI y
BHU3HAUEHUH NI LIbOIO TEPMIH MPAKTUYHO HIKOJIM HE BUHHKAE 1
KIHKM BUHOIIYIOTH Ta HAPOMKYIOTh [iTeH 13 CHHAPOMOM
EnBapnca B nepenOadyBaHuil TEPMiH.

JikyBaHHs

Ha cporogni crnoco0iB BHIIPaBIEHHS XPOMOCOMHHX
MOpYIIEHb HE iICHYE, TOMY BHACIIIOK HAasBHOCTI YMCICHHHUX BaJ
¢G13MYHOr0 Ta MCHUXIYHOTO PO3BUTKY OUIBLIICTH JiTeH (MOHAA
90 %) moMUparOTh Ha MEPIIOMY POIll KUTTS, TPUIOMY OIU3HKO
30 % — ma mepmomy Micsi. OIUHUI, SKI BHKWIH, BIIPOJIOBK
YChOTO CBOTO JIOCUTh HEIOBIOTO JKUTTSA OyIyTh CTpakaaTH Ha
YUCJICHHI COMAaTHYHI 3aXBOPIOBaHHS Ta TJIHOOKY pPO3yMOBY
BIJICTAJIICTb.
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4.3. Cunapom IlaTay

Tpucomis 13, abo cunapom I[latay, — Mmyraiis, HaTonoTIA,
TeHHE 3aXBOPIOBAHHS, 3a SKOIO0 B KIITHHAX 3’ SBIAETHCA
J0J]aTKOBa TpUHAALATA XpoMocoma. [lepebyBae B ogHOMY Py 3
TaKMMH 3aXBOPIOBaHHIMH, SIK cuHApoMm [layna abo EnBapnca.
OpHak TpamsieTbcs Habarato pifgmie i MPOSBISETHCA LUTUM
HAa0OpOM 30BHIIIHIX KaJTITB 1 BHYTPINIHIX NAaTOJOTiIH. VY
MEIWIMHI € W 1HII Ha3BU XBOpoOW: TpucoMmis D, cunapom
[Taray — Cwmitra. IIpo mpuumHM 1i€i MyTalii TéHETUKH MOXYTh
JIUIIIE 3/I0TayBaTUCH.

IMpuyunu

OcHoBHi npuunHM cuHapomy Ilatay, BusBiIeHI Ha
CBOTOJIHI JICHB:

* MOMWIKHU y (DOPMYBaHHI CIIEPMATO30idIB 1 AHIEKITITHH,
mo OepyTh yd4acTh Yy 3auaTTi JWTHHU, TOOTO aOCOIIOTHO
BUIAJKOBUH (akTop;

* BiK MaTepi micist 45 pokiB;

* HECIIPUATIIMBA €KOJIOTis, OCOOIMBO MpH pajialiifHOMy
3apa)keHH1,

* IUTFOOU MIX POAMYAMU;

* CM/IKOBICTh — PiJKICHA MPUYNHA, OCKIJIBKH T€HETHUHUN
Mmarepial Hece B co0i 370poBa 0co0a, sSika He Ma€ 03HaK TPUCOMIL
13.

Yepes 1e y XpOMOCOMHOMY HaOOpi JUTHHU MOXYTb
BUHUKHYTH T[aToJIOTii. YpaxoBylouM LeH CHHCOK MpPHYHH,
MOJIO/II MaTyci MOBUHHI YHUKATHU IUX YMHHHKIB, HACKIIBKHU II€
MOKJIMBO. A B pa3l TpalIiHHS 10 TPYNH PU3UKY MPOWTH BCi
HEOOXiMHI  JOCHIJKEHHS JJs BUSABICHHS 3aXBOPIOBaHHS.
CuMrnTomMaTHKa 3yMOBJIEHA THM, III0O OCHOBOKO cHHIpoMy [laray
€ HasIBHICTh I0aTKOBOI XpoMocoMmH 13, sikoi HeMae y 3BHUaiHUX
JIIOJIEH.

CumnroMu i 03HAKH

IcuytoTh pi3Hi 03Haku cunapomy [laray, gxi He cruTyTaemt
Hi 3 KOO 1HIIOK XBOP0OOr. OCKIIBKHU I1e TEHOMHA MyTarlis, il
CUMIITOMHU SICKPAaBO BHUP@XKAIOTHCA HABITh y 30BHIIIHOCTI.
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YpomkeHi Baau HEPIAKO MPU3BOAATH 0 CMEPTI MITEH Ie B
OATHHCTBI. 3Ba)kalo4d Ha 3O0BHIIIHI KaJilTBa, OATbKM YacTO
BIJIMOBJISIFOTHCS BIJI TAKUX JITOK.

Aeni Y3/[-o3naku cunopomy Ilamay:

* 30BHIIIHI KaJILTBAa;

* CHOBUTBHEHHU PO3BUTOK ILJIOJIA;

» taxikapaig (B 70 % Bumnaaxis);

* OaratoBomas (B 50 % BUIIaJKIB), 111 O3HAKA J03BOJISE
BUsBUTH cuHApoM Ilatay wa VY3 3 ypaxyBaHHSAM IHIIHMX

IarHOCTHK;

* MeranicTuc (301IbIIeHNH Yy po3Mipax ceYOBUI MiXyp);
* rojomnpo3eHnedanis — HEPO3AICHHS MO3KY Ha JIBi

HiBKYIIi;

* omarnorene — eMOpioHaIbHA MYOBHHHA TPUKA.

. |
: ®
o
Pucynox 18

3oeniwni cumnmomu.

S

S$F
b’

!

—  3oBHimHI

CHMIITOMH JUTHHHU 3 CHHAPOMOM

Iaray

JIOPO3BUHEHHS OYEH;
* K0J1000Ma — BIZICYTHICTh OYHOI 0OOJIOHKH;
* 3arajie nepeHices;

* TIOMYTHIHHS POTiBKH;

e Maca Tija HWK4Ya BiX
HopMU (MeH1e Hix 2 500 r);

* momipHa Mikpouedanis
— 3MEHIIEHI PO3Mipu uepena i
T'OJIOBHOTO MO3KY;

* HHU3BKE YO0JI0, HaJacCTi-
I1€ CKOIIICHE;

* By3bKl OYHI UIUIMHU Ha
HEBEIUKINA BIACTaHI OOUH BiJ
OJTHOTO;

* MiKpooQTambMis — He-

* ne)opMOBaH1 BYILIHI PAKOBHHH;

* VIIETUHHU MiIHEeO1HHS,
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* MOJIJAKTUJIISA — OUTbIIA KUTBKICTh TAJBI[IB HA pyKax 1
HOTax, HiK B iHIIHMX 0ci0 (puc. 19);
* BUT'MH KHUCTEH;
* KOPOTKa IIIHS.

Buympiwini cumnmomu:

* TOpYIICHHS (YHKIIOHYBaHHA Bij-
niri ITHC;

* Bagu po3BuTKy cepus (y 80 %):
neeKTH  Meperopojok  (MDKILTY-

HOYKOBOT 1 MDKIIEPEICEPIHOT),
Pucynok 19 - TPAaHCIO3HIIIT CY/IHH;
MoainaxkTnaia . .

* I0/IaTKOBA CEJIe31HKa,;

* (iOpoKicTO3HI 3MiHH B MiJUITYHKO-
Bilf 3a71031;

* eMOpiOHaIbHA ITyITKOBA TPUXKA;

* 301IBIIICHI HUPKH;

* YaCTOYKOBICTh HUPOK;

* HasBHICTh Y KIpKOBOMY IlIapi HUPOK KiCTH;

* [aroJIoTii  CTaTeBUX OpraHiB: IX Trinomiasii, Yy
XJIOMYHKIB — KPUNTOPXi3M — HEOMYIIEHHS S€YOK, Y TIBYATOK —
JIBOPOTa MaTKa;

* 3aTpPUMKa PO3YMOBOTO PO3BUTKY;

* BIZICYTHICTb 3aJHHOT CTIHKHA CEYOBO/IA.

OCHOBHI, THIIOBi, O3HAaKH 3aXBOPIOBAHHS BUSBISIOTH 32
noromororo Y3J[ yxe Ha 12-My THXXHI BariTHOCTI, a TOTIM
MiATBEPIKYIOTECA  OyIb-SKMMH TIarHOCTHYHUMHU JOCIIIKEH-
HAMU. SIKIIO iX He MPOBOAMIIM MPEHATATLHO, KIIIHIYHA KapTHHA
cugapomy [laray micist HapoOJKEHHS MaiOKa JOCHTHh SICKPaBO
UTIOCTPY€E caMe M€ JiarHo3. AJjie IJis BUKITIOYCHHS MOMUJIKH
IOPOBOJATh AaHAJI3W Ha KapioTUN. Y TEHETHUIll PpO3PI3HSIIOTH
KUTbKa THUIIIB MATOJIOTIi.

Kaacudikaunin

Po3pi3HAIOTh JIBa I[MTOTCHETHYHHX BHIU CHHAPOMY
[Taray:

* MPOCTa TPUCOMIs;
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* poOEpTCOHIBChKA TPAHCIIOKAITIS.

HaGararo piame AiarHOCTYIOTBCS 1HII HUTOT€HETHYHI
PI3HOBUIM 3aXBOPIOBAHHS:

* MO3aillu3M — HasIBHICTh Y TKAHWHAX JIIOJUHA T€HETUIHO
PI3HHUX KIITHH;

* 130XpOMOCOMA;

* HEpOOEPTCOHIBChKA TPAHCIIOKAITis.

Kniniuna KapTHHA IIPOCTUX TPUCOMHHUX i
TpaHCIOKAIIHHUX (HOPM HE BIIPIZHAETHCA. Y Cl KIITHHU JUTHHH
MaloTh XapakTepHui kapiotun cuHapomy Ilatay — 47, XX 13+
a6o 47, XY 13+.

[Topsan 3 IHIIMMU TOAIOHUMH 3aXBOPIOBAHHSIMHU CUHIPOM
[laray — 1me reHeTM4Ha MyTallis, TPUPOIY SKOI Y4YEHI MMOBHHHI
3’sacyBati. OpHak Bil Takux camux cuHapomiB JlayHa,
[ITepemeBcbkoro — TepHepa, EnBapaca, «KOTAYOrO KPHUKYY,
Knaitnpenbrepa  matosnorito  Ilaray  BiAgpi3HSIOTH  Taki
0COOJIMBOCTI:

* 3T1JIHO 3 OCTaHHIMU JAaHUMHU YaCTOTa HAPOXKYBAHOCTI 13
cunapomoM Ilatay — ogun Bunanox Ha 10 000;

* MDX IIMM HOKAa3HMKOM Ta BIKOM Martepi MpPOCTEKY€EThCS
HeYiTKa, ajie BCe-TaKu 3aJIeKHICTh, BOHA MEHII CYBOpa, HLK MPH
HApOKEHHI JiTei 13 curapoMoM JlayHa;

* MQJIIOKU HapOJKYIOTbCS 3 NMPEHATAIBHOIO TIMOIMIA31€0
(HEeTOPO3BUHEHICTIO TKAaHWH 1 OpraHiB), sfika HE MOSCHIOETHCA
HEJIOHOIIIEHICTIO  (CepelHii  TepMiH  TaKWX  BariTHOCTEH
CTAaHOBUTH 3a3BHYail OJIM3bKO 38,5 THKHIB);

* 30BHINIHI Ta BHYTPIIIHI KaJilTBa HE JO3BOJISIOTH TAKUM
JITSM BECTH HOpMaJIbHUH criociO xutTs (puc. 20).

Hespakaroun Ha Te, IO ChOTOJHI BEHETHCSI aKTUBHA
nponaraizia npotu abopris, a cuHapoM [latay — xBopoba myxe
piAKicHa, SKII0O BOHa Oyna BUSBIEHA HAa paHHIX TEpMIHAX
BariTHOCTI, TO JIiKapi OJHO3HAYHO TMOPaaATh I EKCTpeHe
nepepuBanHs. lle mo30aBuTh 1 GaThKiB, 1 1€ HE HAPOIKEHOTO
MaJroKa BiJ 6e31idi MyK.
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JliarHocTHKA

BaxnuBy ponp Bifirpae niarHoctuka cuuapomy llaray,
OCKUJIbKM BOHAa JIO3BOJISIE  BIAPI3HUTH 3aXBOPIOBaHHS  BiJl
nogiOHUX TeHHMX MyTauiid (cuHapomy Mekkens i1 Mopa,
tpurononedanii OmiTir), AKi 3a JSIKMMU O3HAKaMHU 301ratoThes 3
tpucomiero 13. BupimanbHuMm (akTopoM € IUTOreHEeTHYHE
JOCTIIKEHHS. XpoMocoM. BoHO HeoOXiHe Ui MPOTHO3Y KHUTTS
Ta 370pOB’S IITEH, JAO3BOJIIE CBOEYACHO ITEpPEPBATH BariTHICTbH
P MiATBEPPKEHHI JIIarHO3Y.

| eran

1. Y3/1-nocmimKeHHsl.

2. BuzHauenHs OioximMiyHMX 1 (pi3MYHHUX MapkepiB Oera-
XTI'Y (ropmony xopiona), PAPP-A (6inka ruraneHT) Ta iH.

3. PozpaxyHOk 1IaHCIB Ha HapOKEHHS Malioka i3
cunapomoM Ilaray.

II eTan

Ha mpoMy erami [iarHOCTHKY MpPOBOIATH U THX
BariTHUX, XTO MOTpPamuB J0 TPYINU PUZHKY 3a MiJCYMKaMH
JIOCJIJKEHB | eTamy.

e 812 THXHIB: BUKOHYIOTH O10IICiI0 XOPIOHA;

e 14-18 THXHIB: NPOBOJATH AMHIOLEHTE3 — MPOKOJ
aMHIOTUYHOI 000JIOHKH, 11100 JTOCIIJUTH HABKOJIOILIIIHI BOIY;

e 20 TWXHIB: KOPAOLEHTE3 — JIOCIIPKEHHS MyTOBUHHOT
KpOBI.

Y wmarepianax, OJEpXKaHUX il Yac IUX 3aXOJiB,
TFeHEeTUKU IIyKaoTh marojyorito Meronom KO-IIJIP abo 3a
JOTIOMOTOI0  KapilOTUIYBaHHS, jAudepeHuiiHo  (dapOyroun
XpOMOCOMH. SIKIIO MIarHOCTMKY TiJA dYac BariTHOCTI He
MIPOBOJIUITA, XPOMOCOMHY AaHOMAJIIF0 BHSBISIOTH Ha ITICTaBl
KIiHIYHOT KapTWHHU. [l TOYHOTO TMOCTABJIEHHS JIIarHO3y
000B’SI3KOBUM T€HETUYHHUI aHami3 JJid BU3HAUEHHS KaploTUIy
HOBOHAPOJIKEHOTO.

JlikyBanHst

Sxmo 6aTbkM  BHUPIIMIM  3IHIIUTH  TUTHHY 13
cugapomoM Ilatay, BOHM TIOBMHHI TMPOXOAUTHU pETEIbHY
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JIIaTHOCTHKY 1 JIIKyBaHHS @)K J0 KIHIS XUTTS Mamtoka. OCKIIbKA
HEMOXXJIMBO  BHIIPABUTH  XPOMOCOMHI ~ TMOPYIICHHS, TOMY
MIPOXOISITh KOMIUIEKCHE 00CTEKEHHS Pi3HUX (DaxiBIliB: memiaTpa,
TeHeTHKa, HEBPOJIOTa, Kapjiojiora, oQTaabpMOJIOTa, OpTOIMea-
TPaBMAaTOJIOTa, OTOJIAPUHTOJIOTa, TaCTPOCHTEPOJIOora, YypoJora
Ta iH. BoHO mosnsrae B:

* YUCIICHHUX OOCTEXCHHSX, CIIPSIMOBAHUX Ha BHSIBICHHS
BaJ pO3BUTKY: JIO HHUX BIJHOCATH HelpocoHorpadiro
(YIbTpa3ByKOBE CEKTOpallbHE CKaHYBaHHS TOJIOBHOT'O MO3KY
HOBOHAPOKEHOT0 dYepe3 TiMm a4yko), Y3J| opraHiB dYepeBHOI
MOPOKHUHU ~ HHUPOK,  exokapuiorpadito  (yIbTpa3sByKOBE
JOCIIJKEHHS CepLIEeBUX NaTOJIOT) Ta iH.;

* IOCTITHOMY KOHTPOJIi 32 3/TOPOB’SIM IUTHHU;

* ONIEPAaTUBHUX BTPYYAHHSAX JUISI  KOPEKIli JAeIKuX
YPOJKEHUX Bal;

* peTeNbHOMY JIOTJISIII 32 TUTHHOIO;

* 3araJIbHO3MIIHIOBANIBHIN  Tepamii UIs  HOPMaJIbHOTO
(GYHKLIOHYBAaHHS ~ IIONIKO/UKEHUX  OpraHiB 1  CHCTEM
(mosiBiTaMiHHI KOMITJICKCH, 3MII[HEHHS IMYHITETY, Oi0JIOTI4HO
aKTUBHI 100aBKH);

* 3aro0iranHi iHQEKIIHHIM YCKIIQIHEHHSIM Y MaJlIOKa;

* ICUXOJOTIYHIN MATPUMIII CiM 1.

OCKiTbKM TEHETHKa — OCHOBHA NpPHYMHA HAPOKCHHS
miteit 13 cunapomom Ilaray, HaBiTh HallOCTaHHIII PO3POOKHU
MEJWIIMHA HE CcylnepedaTh [bOMYy. TOMYy JIIKYBaHHS I[bOTO
3aXBOPIOBAHHs KapAMHAIBHO HE 3MIHIOE CTaHY XBOPHX.

r J IIporuo3u
qi Uepes TSKKI
> YPO/UKEHI Baad  PO3BUTKY

OPOTHO3W  JUId  JiTed i3
cuagapomoM [laray HeBTIiMIHI.
3okpema:

* BUKW/IHI;

o — * BUCOKA 3arposa
Pucynox 20 — 3oBHiHiA BHIIsA
AMTHHM i3 cunapomom Iaray MEPTBOHAPOJIKECHHST;
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* 95 % HOBOHAPO/KEHUX MMOMUPAIOTH 10 POKY, B MEpILi
THXHI 200 MiCSIIIi MicTst HApOHKEHHS;

* pemita 5 % KUBYTH 1€ KiJIbKa POKIB.

Y po3BHHEHHX KpaiHax OCTaHHIM YacoM HaMITHUJIACs
MO3UTUBHA TEHJEHIIIS: TPUBATNICTh 1X JKUTTS  30UIBIIYETHCS:
15 % — 1o 5 pokis, 2-3 % — mo 10 pokis.

Jitu 13 cuaapomowm Ilartay, ki BIOKHIIM, 10 CaMOi CMEPTI
CTPaXIAr0Th HA TIHOOKY (HOpMY iT10Til, 3aTUIIAIOTHCS TTOBHIUMH
iHBajiAaMu. SIKIIO OpUYMHA HApPO/UKEHHS Takol IUTHHH —
BUMAJKOBUN (aKTOp, Taki BariTHOCTI MOXYTb BUKIIOYUTH
NOBTOPHUI  pO3BUTOK  moxid. Skmo ycs cmopaBa B
pPOOEPTCOHIBCHKIN TpaHCIOKallii, 3J0pOBHIM MallloK y 11 HOCis
HaBPSI YM HAPOIUTHCSI.

MpodinakTuka

UYepes HeTo4yHE BU3HA4YEHHs NpUYMH cuHApoMmy Ilaray
cnenudiyHUX METOAIB Horo mpodinakTuku He icHye. [IpaBna,
MOJKHA JIaTH KiTbKa KOPHCHHX TIIOpaj, SKi 3HU3ATH PHU3HK
PO3BUTKY LIbOTO 3aXBOPIOBAHHS:

* 3MIHUTH pailoH NpPOXHUBAaHHS, SKIIO BiH BIAPIZHIETHCA
HECTIPUATINBOIO €KOJIOTIENO;

* YHUKATH paJlallifHOTO 3apa’KeHHsS 1 KOHTAKTy 31 LIKI[-
JUBUMU XIMIYHUMU PEYOBUHAMU;

* HE HapO)KyBaTH JIiTeH BiJ OJM3bKUX KPOBHHUX POAMYIB;

* 3a HAasBHOCTI CMAagKOBOTO MOAIOHOTO 3aXBOPIOBAHHS
00OB’SI3KOBO  MPOMTH  MEAMKO-T€HETHUYHE KOHCYJIbTYBaHHS,
OakaHoO 1€ 10 3a4aTTs, Ha eTalli MJIaHyBaHHS BariTHOCTI;

* HEe HapOKyBaTH miciis 45 pokKiB.

Cungpom Ilaray — Bakke TEHETUYHE 3aXBOPIOBAHHS,
XpPOMOCOMHA MYyTallisl, sKa IyXe YCKIAJHIOE >KUTTS TUTHHHU.
SIkm1o 6aThbKU He HaBAKUIIMCA MIEpepBaTH BariTHICTH a00 3 SKOICh
NPUYMHU JlarHo3 He OyB IOCTaBJIEHUI CBOEYaCHO 1 MaioK
HAPOJMBCS, TO HOT0 OaThbKaM JOBEACThCS JOKIACTH YMMAIIO CHII 1
gacy JUIsl TOTO, 00 XOY TPOXH TPOJOBKUTH IKHUTTS CBOTO
MajgroKa-iHBaimiga. Tak, BiH HiKoaud (HaBITH micis Oe3nmivi
XIpYpPriuHuX 1 MJIACTUYHHUX Omeparliii) He Oyae TakuM, SK 1HIII
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TITKH, aje JUisi CBO€i MaMu BiH 3aBXIu Oyle HaWKpammm 1
OaxaHUM.

4.4. Cungpom lllepemescokoro — TepHepa

Cunapom llepemeBcbkoro — TepHepa — 1€ T€HETUYHE
3aXBOPIOBAHHS  CHAJKOBOTO  XapaKTepy, BHACHIIJOK SKOTO
BIIOYBAIOTHCSl TIOPYIICHHS B CTPYKTypl X-XpOMOCOMH, IO
CYIPOBOJKYIOTBCSI aHOMAJIISIMH PO3BUTKY BHYTPIIIHIX OpraHiB i
HU3BKOPOCHICTIO. SIK cragkoBe 3aXBOPIOBAHHS BOHO OIMCAHE y
1925 poui engokpunonorom IllepemeBcekum. Ha gymky
JOCITITHUKA, el CHHIPOM OOYMOBJICHUI HE TIOBHUM PO3BHTKOM
rinodiza y mepeaHiil 4acTii 1 CTaTeBUX 3aJI03 3 OJHOYACHUMH
YPOJUKCHUMH BaJlaMH COMAaTHYHOTO XapakTepy. A OChb yxKe
Tepuep y 1938 poui BHAIIUB AOJATKOBI TPU CHUMIITOMH [0
3araJlbHUX O3HaK 3aXBOPIOBaHHA. [0 HUX BimHOCATH nedopmarii
JTIKTHOBUX CYTJIO01B, HASBHI HA IIKIpi MIKIPHI CKIAIKU Y BUTIISAI1
KPHJI 1 cTaTeBUH iH(AHTHITI3M.

Mpuyunn

XpoMOCOMHa TMATOJOTisI TUIOJIAa € OCHOBHOIO NMPHYUHOIO
BUHUKHEHHS 1[bOTO 3aXBOPIOBAHHS, 110 MPU3BOAUTH JIO TSKKOTO
nepediry BariTHOCTI Ta NMepeAYyacHUX MOJOriB, Y pe3ylbTaTi yoro
HApOJKYETbcd JTUTHHA 13 cuHapomoM IllepemeBcbkoro —
Tepuepa. L{s anHoMaunis, sIK BUSBJIEHO, HE 3aJI€KUTh BiJ BIKY a00
SKMXOCh TIaTOJIOTIYHHUX 3axBOpIOBaHb OaTbKiB. Tomy Halip
MATOJIOTIYHUX XPOMOCOM CTaHOBUTH OCHOBY cUHApoMmy. lleit
nedekT BHUHHMKAE IICIs HEPO3XOKEHHS XpOMOCOM MaTepi abo
OarbKa.

B oprani3mi 310pOBO1 JIIOIMHH € COPOK ILIICTh XPOMOCOM,
a xBopi 13 cuaapomom lllepemeBcrkoro — TepHepa, HE MarOTh
OJIHI€T XpPOMOCOMH, ii MPOCTO HE IiCHYe. 3aMicTh MOABIHHOL
XX- XpoMOCOMH, SIKI BIACTHBI JKIHKaM, MICTUTHCS JIMIIE OJHA
X-xpomocoma — copok m’sara (XO). fkmo mg Xpomocoma
MOBHICTIO BIJACYTHS a00 MIITAEThCSA 3MIHAM, TO TMOPYIIYETHCS
YTBOpEHHS ()epMEHTIB 1 OUIKIB B OpraHi3mi, 110 MPU3BOIUTH IO
3arajJpHOTO aAucOamancy. Taka Tmarosioris € OJHIEI 3
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nuroreHeTHuHuX GopMm cuHapomy lllepemercrkoro — TepHepa.
Ane HaifyacTilne d4acTilie TparuisiETbes OPYTHil BapiaHT — IIe
MO3ailU3M, KU XapaKTepU3yeThCs CTPYKTYpPHUMU
nepe0yI0BaMu 130XpOMOCO-MH, IO JIOKATI3YETHCS HA JTIOBTOMY
wiedi X-xpomMocomu. ToMmy SKIIO OCHOBHA MPUYKMHA PO3BUTKY
cungpomy Illepemescbkoro — TepHepa — e NOpyLIEHHA Y
KapiOTHIIl, TO BXXE IIi 3MIHU MOXYTh CIIPUYMHHUTH Pi3HI BILUIUBH
10HI3yBaJILHUX BUIPOMIHIOBaHb HA KJIITHHU IiJ Yac JiJICHHS,
IIKIIJTMBI TOKCHYHI PEYOBHMHH 1 CXWJIBHICTH OpraHi3My Ha
TeHEeTUYHOMY piBHI A0 (OpPMYBaHHS XPOMOCOM MaTOJOTT4YHOT
eTi0JIOoT1i.

Kuiniuni o3Haku

Cunppom IllepemeBcrkoro — TepHepa Mae OCHOBHI
KJIIHIYHI ¥ maTodizionoriyni ocobmuBocTi. Jlo HHUX BIIHOCATH
HacaMmIiepeZ] TOPYUICHHS pOCTYy, IepeayacHy OBapialibHYIO
HEJOCTaTHICTb, YpPOJKEHI Baau 3 OOKYy CEepleBO-CyIWHHOI Ta
CCUOBHITBPHOI CUCTEM, CKeNIeTHI Je(eKTH, JiMpaTHIHI HaOpSKU
PYK 1 HIT, TATOJIOTI1 OpraHiB 30py i CIyXy, a TAaK0XX MeTa0oIIyH1
Ta (H1310JI0T1YHI 3MIHHU.

ITpaktryno B 95 % Bunaakis npu cunapomi llleperieBch-
koro — TepHepa BUSBISETBCS HHU3BKOPOCHICTh. KiHIEBHUIA
pe3ynbTaT CepelHbOI BEIMYUHU POCTY CTaHOBUTH 140-147 cM.
3aTpuMKa B pOCTI HpHU [bOMY CHHAPOMI OOyMOBJIEHa
CYKYIHICTIO TUCIUIA3ii CKeJleTa 3 HOPYIIEHHAMH y XpOMOCOMax 1
BHYTPIITHOYTPOOHOMY CIIOBIJIBHEHOMY POCTI.

Ilopymenns, mo BigOyBalOTbCS B TOPMIHATUBHOMY
emniTenii, MpU3BOAATh JO TEPBUHHOI HEIOCTATHOCTI TOHAJ Ta
roHagobmacromi. Y 25 % miBuarok i3 curapomom lllepemieBcs-
koro — TepHepa crmocrepiraeTbCsi CIOHTaHHUN MyOeprTaT, Mae
Mo3aiuyHUl BapiaHT KapioTuiy. B ocHOBHOMY BiH OyBa€ MOBHHM,
TOMy 1 HE Jla€ MOXJHWBOCTI HOPMajdbHO 1 TPHUBAJIO
(GYHKIIIOHYBaTH S€YHUKAM.

Takoxx  myOepraTHUH  Tepiof  XapaKTepUBYETHCS
BIJICYTHICTIO BTOPMHHHMX CTaT€BUX O3HaK. AOCONIOTHO He
PO3BHHEHI MOJIOYHI 3aJI03H, BUSIBISIETHCS aMEHOpes Ta Mi3epHe
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OBOJIOCIHHS J100Ka, 30BHIIIHI CTaTEBI OpraHU HEIOPO3BUHEHI.
Jyxe piako BHABISAIOTHCS (ONIKYIM, IO CTa€ NPUYUHOIO
HEMOXJIMBOCTI JiTOHApOpkeHHS. Hemomik ecTporeHiB po3BUBaE
B KIHOK OCTEOIIOPO3, SIKUH CIPUYMHIOE YaCTi MEPEIOMU HIHMHKH
CTerHa, xpeora, 3ar’AcTsl.

Hyxe dvacto xBopi i3 cunapomom IllepemieBcbkoro —
Tepnepa ckapkarbcs Ha miaBuiieHHs AT. Jlo Toro >k Ha Horax
BiH HIDKYMI 32 HOpMY a00 B3araiii He BU3HAYAETHCS.

OCHOBHOIO TPUYMHOIO CMEPTI XBOPUX 13 CHHIPOMOM
[lepemeBcbkoro — TepHepa € po3pUB JMJIATOBAHOI AOPTH.
Takox y Oararb0X XBOPHX BHUSBISIOTH KOAPKTAIlii aopTu
(MpoBOKYE THCK) 1 OIKYCIiJaIIbHUN aOpTAIIbHUN KJIamaH.

[lommpenum sBHIEM TpPH LOMY 3aXBOPIOBaHHI €
naToJorii 3 00Ky cedoBUAUIbHOI cucteMu. Ha V3]l BUABIAIOTH
BaJM PO3BUTKY Y BHUIJISAII MOJBIHHOI HUPKH 1 MalbpoTarii.
Takox TpariseTbcss NBOOIYHA TiMOIUIAa3is HUPOK, 3MIHIOETHCS
KUTBKICTB apTepill 1 BEH Ha HUX, MTOJIBOIOIOTHCS CEYOBOM 1 Oaii.
3a3Buuail Taki 3MIHM HE MOPYIIYIOTh (YHKLII CEYOBUALIBHOI
CUCTEMH, ajie MPU3BOASATH IO apTepialbHOI TIepTeH31i 1 CTal0Th
IPUYMHOIO PO3BUTKY 06araTboXx iH(EKIiH.

IIpu  mimdocrtazi 'y  XBOpUX 13 CHHAPOMOM
[lepemmeBcbkoro — TepHepa Bif3Ha4arOTbcs HAOPSKU KUCTEH 1
CTOM, $SKI 3 BIKOM 3HHKaIOTh, KPWIbYACTI CKJIAJIKH Ha Ui
(puc. 21), nucruiazis HIrTiB, aHOMajii B PO3BUTKY BYIIHUX
PaKOBHH.

TunoBoro o3Hakow cungpomy lllepemeBcbkoro —
TepHepa BBaXaeThCs BIAXWICHHS BiJl HOPMH JIKTHOBHX
cyrnoOiB, BUKPHUBIEHHS TOMIJIOK, HasBHICTh YKOPOYEHHUX
YETBEPTOrO 1 II’SITOTO TAaJbIliB Ha pykax. YacTor MaTosioriero
XBOPHX BB@KAETbCS JUCIUIA3IA KYJBIIOBOIO Cyriioda, CKOJio3,
TOTHYHE MAHEOIHHS, 1HOA1 aHOMaTIi B pOCTI 3y0iB, iH(MaHTUIIbHA
cTarypa 31 3pUTUMH pPHUCaMHU O0JINYYsl.
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BizyanpHO Ha mKipi BHIHO
OiIrMEHTHI  TuIAMH, Heipodibpomu i
Bitrwiniro. Ilim d9ac ormmsimy XBOporo
BiJ[3HAYAIOTh HE3HA4YHI aHOMAamii Yy

PO3BUTKY oueit y BUTJIAI
AHTUMOHTOJIOITHOTO PO3pi3y.
[Maientu 13 CUH/IPOMOM

[Iepemescekoro — TepHepa y cBoiit
MOBEIIHIII ~ HaraaylTh  MaJICHBKHUX
JiTeH, Xo4a MiMiKa Ta BUpa3 OOIHIYs
BiJI0OpakaroTh TOPOCITY JIFOIUHY.

Pucynox 21 - JliarHocTHka

Kpl/lﬂb‘laCTl CKJIAIKH1 Ha .

g HoBonapomxenum IITAM
[IOCTaBUTHU iarHo3 CHHIPOM

[lepemeBchkoro — TepHepa MOCHTH CKIAIHO, ajie BXKE TICIHA
HEPIIOr0 POKY XHTTS, 3 MOSIBOIO (DEHOTHIIOBHX O3HAK, 1€ CTae
[IJTKOM MOXXJIUBUAM. J[sl TOCTaBJIGHHS JiarHo3y HEOOXiJTHO

IIPOBECTU  MOJIEKYJIIPHO-LIUTOT€HETUYHUN aHami3, JUISL
BUKJIIOUEHHS ~ Mo3ainmu3ma.  JliarHOCTYBaHHS ~ CHHJIPOMY
[lepemeBcbkoro — TepHepa 3IIHCHIOETbCS B Ipoleci

JOCTIPKEHHS KapilOTHUILy, BUSBIEHHS COMAaTUYHUX aHOMaJld Ta
npoBesieHHs nanapotoMii. Hocil i€l marosorii nepedyBaroTh mij
PETYISIPHAM HArjIsiIoM OHKOJIOTaA, OCKUTBKA HEPO3BHHEHI TOHAIN
MOKYTh IEPEPOCTH B AUCTEPMIHOMHU a00 rOHOIUTOMHU. B aHamizi
KpoBl xBopux 13 cuHiapoMm lllepemeBcbkoro — TepHepa
BUSBIISIIOTh 3HI)KEHY KUIBKICTh €CTPOTEHIB MPH IiABUIIEHUX
ropmoHax rinodiza (pomitporiny). Ha V3] — Hemopo3BuHEHHS
MaTKH 1 BIACYTHICTh si€4HMKIB. Ili yac peHTreHOJOriyHOro
OOCTEe)KEHHSI BUSIBIISIFOTH OCTEOMOPO3 KICTOK 1 PI3HOTO BHIY
aHoMmautii ckenera. Jly)ke 4acTo JO OCHOBHOIO 3aXBOPIOBaHHS
MPUETHYIOTHCS 1 1HII XBOPOOU BHYTPIIIHIX OPTaHiB.

JikyBaHHS

Hacamnepen mnikyBanus cunzapomy IllepemeBcbkoro —
TepHepa MOYMHAIOTH 13 3aCTOCYBaHHS POCTOCTHUMYIIOBAIBHOI
tepanii. Ile HeoOXxigHO Ist TOrO, MO0 HOpMAJI3yBaTH PICT B
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OlTbII  paHHBOMY  BiIll, IHAYKyBaTH TyOepTraT TeX ¥y
HOPMAJIbHOMY TIEpioJii ¥ OCTaTOYHO JIOCSATTH  ICTOTHHX
pE3yNbTaTIB y POCTI.

Ha cporomni icHye edexTuBHUl 1 Oe3meuHuil mpemnapar,
IO 3aCTOCOBYEThCSA JJSl JIKYBaHHS XBOPHX 13 CHHIPOMOM
[llepemeBchkoro — TepHepa, — Ii¢ PEKOMOIHAHTHHUKM TOPMOH
pocty (PT'P). 'eneTtnku noBenu, 110 BUKOPUCTAHHS BUCOKHUX J103
PT'P nmosomwio 30imbmmTH picT XxBopux g0 157-163 cm. Ha
NepluIoMy poLi  JIKYBaHHA  BiJ3HAYa€TbCS  MaKCHMalbHa
HIBUJAKICTH pocTy Big 8 a0 15 cm, a moTiM BimOyBaeThcs ii
3HIKCHHS 10 5—6 cM 3a 1 pik.

Pano posnouare nikyBanHs curapomy lllepemeBcykoro —
TepHepa Ja€ MO3UTHBHHUMA PE3ylbTAaT y COIIABHO 3HAYYIIOMY
KIHIIEBOMY POCTIi ITUX XBOPHX.

KpiMm  30imbmieHOro  pocTy, THpH  BUKOPUCTaHHI
PEKOMOIHAHTHOT'O TOPMOHY BiJI3HAYA€THCS MO3UTHUBHA JIMHAMIKA
TOPMOHAJILHOTO, TICUXIYHOTO Ta META00IIYHOTO (OHY.

OpHoYacHO 3 MM MpenapaToM Mali€eHTaM MPU3HAYaroTh
COMATOTPOMIiH, M0 30UIbllye M’S30By Macy, MOKpaIlye
HUPKOBHM KPOBOOOIr, MiABUIILYE CEPLEBUNA BUKUI, 301IbIIYE
BCMOKTYBaHHS KaJIbL[I0 B KHILEYHHUKY 1 30arauye MiHepaiamu
KICTKH. Y pe3ynbTaTi IOTO B KPOBI 3HUKYETHCS PIBEHb
JINONpPOTEiHIB, a pIBHI JyXHOi (ocdaTasu, KUPHUX KHUCIOT,
cedoBuHU 1 (ocdopy 30LIbIIyIOTECS 10 HOpM. IlamieHTH i3

cugapomoM  IllepemeBcbkoro —  TepHepa  BiIUYBalOTh
OiABUIIEHHS JKUTTEBOTO TOHYCY 1 iX OKMTTA  3HAYHO
MOJIITIITYETHCS.

[Hpykuiro mybepraTy TpPOBOASTH MPH BUKOPUCTAHHI
MpenapariB 3 €CTPOreHaMH, 10 IMITYIOTh HOPMaJIbHUN CTaTeBUI
po3BUTOK. SIKIO paHilmie 3amicHa Tepamis ecTporeHaMHu
po3nouyuHanacs 3 II'STHAALUSTH POKIB, 1100 ONTHUMI3yBaTH
pPOCTOBUHM MOTEHIliaJ, TO Ha e MOMEHT, 3a TMiJACYMKOBUMH
JaHUMHA MI1KHAPOJHOTO KOHCEHCYCY 3 JIKYBaHHS CHHIPOMY
[HepemeBcbkoro — TepHepa, NPUHHATO TOYHUHATH TeEpaIlito
eCTporeHaMy 3 JBaHAAIATH pOKiB omHouacHo 3 PI'P. Ile
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OB’ S13aHO 3 MEPEBIPEHOI0 TTO3UTUBHOIO TEPAITIEI0 IIUX TOPMOHIB.
A och mpu 3aTpuMili MyOepraTry, sKa CIpUSE PaHHHOMY
BUSIBIIGHHIO OBapialibHOI HEJOCTAaTHOCTI, MOXE MOCHUIUTHCS
HETaTUBHUU TICUXOJIOTIYHUNA CTaH TaKUX MAIIEHTOK.

VY Oararpox >xiHOK 13 cuHzapomom IllepemeBchbkoro —
TepHepa micist TAKOTO JTIKYBaHHSI 3’ SBIISIOTHCS IIAHCH HAPOIUTH
OUTUHY. AJDKe Tmiclsg  3aCTOCYBaHHS  TOPMOHIB  pPOCTY
30UTBIITYETHCS 10 HOPMAJIBLHUX PO3MIPIB 1 MaTKa, MO J03BOJISIE
BUHOCUTU AuTUHY. Jlis 1mporo BukopuctoBytoTh EKO 3
JIOHOPCHKOIO SIMIIEKTITUHOIO.

Ha meili wac po3poOiieHi pi3HI KOPEKIiiHI MeToau
nikyBaHHs cunapomy lllepemescrkoro — Tepuepa. Hanmpukinan,
mo0  yperyjaroBaTH  CHEPIeTUYHY CHCTEMY  Oprafi3my,
3aCTOCOBYIOTh TOJIKOBKOJIIOBaHHsS. BoHO crnpuse HOpmanizamii
OOMIHHHMX  TIpOIEeCiB, TOKpamye (yHKIII  BereraTUBHO-
SHIOKPUHHUX OpraHiB, BIJHOBIIOE OaJlaHC YChOTO OpraHi3My.
["0KOBKOJIFOBAaHHS — II€ OJWH 3 YHIKQJIBbHUX METOMIB Teparii,
SKUW TOKpAIlye MIKpOIUPKYJIALi0 OlopiIuHAMH B CHUCTEMax 1
opraHax, JoroMarae kKpaiie (yHKI[IOHyBaTH MO3KY 1 CEpIII0, Ma€e
3He0O0MIOBAIbHUI €(DEeKT B OpraHi3Mi.

ITpu cunapomi HlepemeBcrkoro — TepHepa € Bi3yaabHUM
HEJIOJIIK Ha IMI y BUTJISAAI JOJATKOBUX INKIPHUX CKIIAQJIOK, SKi
MO’KHa BUJAJIUTU XIPYPriUHUM IUISXOM, 3pOOUBIIM IMJIACTHUYHY
orepartito.

JUts 3HATTS 3aJUIIKKA 0araTbOM XBOPHUM IPHU3HAYAIOTH
¢bizioTepaneBTUYHI KypcH. Y KOHKPETHOMY BUIQAKY 1€ 1HT a1
3BOJIOKEHUM KUCHeM. Takox Jyxke jgo0pe jgomomarae 1
JmikyBambHAa (QI3KyIbTypa, fAKa Imependavyae TIEBHI BIpaBH,
CHpSIMOBaHI Ha KOHKPETHI Tpymu M’s31B (AMXalbHI, pyKu abo
Horu). L{i BOpaBu MOXYTh OYTH SK aKTHBHHUMH (BUKOHYBATHUCS
CaMUM XBOPHMM), TaK 1 MAaCUBHUMH (3 JOIIOMOTOI MEIUYHOTO
npaiiBHUKa a00, TomoMarardu cobi 3710pOBOI0 YaCTHHOIO TiJa).

3aBAsIKM TaKOMY KOMIUIEKCHOMY JIIKYBaHHIO JKUTTS 0C10
13 cunapomoMm IllepemeBcrkoro — TepHepa crae Habararo
KpaIiuM.
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4.5. Cunapom Kuaiingeabtepa

et cunmpom ommcaB H. F. Klinefelter et al. s
XpPOMOCOMHA TIATOJIOTiSl TPAIUIIETHCS JIOCHTh 4YacTO: BOHA
BUSIBIISIETBCS B cepeHboMy 1:850 HOBOHApO/KEHHMX YOJIOBIYOi
crari i B 1-2,8 % xBopux Ha omirodpeniro, yacrime npu
HErNTMOOKOMY 1HTEIEKTyalbHOMY 3HWXKeHHI. Cepell 4OJIOBIKIB,
AK1 cTpaXaaloTh Ha Oe3mmigas, O6inpiie 10 % MaioTh JOAATKOBY
X-xpomocomy. CepeHiid Bik 0aTbKIB IIPH HAPOHKCHHI JUTHHH 13
xBopoboro Knaitndenbrepa migBuienuit — 35,5 poky B 6aTbka.

30BHINIHIA BUTJISA] HEMOBIIAT 13 CHHIPOMOM 3BHYANHHIA.
3MiHM  3a3BHYail  [MOYMHAIOTH  KJIIHIYHO  BUSBJISATHCS B
npenyoepTaTHOMY 1 IyOepTaTHOMY BiIli.

Jlopoci 40JI0BiKM MalOTh BUCOKUMN 3piCT, EBHYXOMOIIOHY
cTarypy (MOBTi HOTH, BHUCOKY Talil0, BITHOCHO IIUPOKUN Ta3,
BIIKIAJaHHS JKUPY 32 OJKIHOYMM THUIIOM), CXHJIBHICTH JIO
OXHpIHHA, TiHekoMacTito (puc. 22). Crnenudivyauii s
3aXBOPIOBAHHS CHMIITOM CIOCTEpIraloTh 3a IHIIMX (QopM
TIIOTrOHAIM3MY — BITHOCHO KOPOTKI PYKH, iX po3Max He Ouiblle
HDK Ha 2-3 CM MepeBMIIye 3pICT, y TOM yac K 3a IHIIUX
BapiaHTIB HEJOCTaTHOCTI TOPMOHAJIBbHOI AKTUBHOCTI CTaTEBUX
3aJ103 1€ PO3XO/DKEHHS CTAaHOBUTh HE MeHIIe HiX 4 cM. Llei
CUMIITOM BUSBIISETHCS 1€ B onyoepratHoMy mepioai. [laxBose
OBOJIOCIHHSI BUPaX€HE HEIOCTAaTHhO, HA JIOOKY OBOJIOCIHHS 3a
JKIHOYMM THIIOM, Ha 00JINYYi — He3HAYHE a00 BIJICYTHE.

VY XBOpUX YacTO HasBHI Pi3HI JAUCIUIACTHUYHI O3HAKHU:
CIUTIOCHYTA MOTHUJIUIIS, TIMepTeNIopHU3M, eNiKaHT, HaA0piBHI IyTH,
110 BUCTYIAIOTh, BUCOKE IMiJHEOIHHS, HEMPABUIBHUHN pICT 3y0iB,
OpUpPOCIT  MOYKH,  KJIMHOJAKTWIIS  MI3MHIIB  KHUCTEH.
Myckynatypa po3BHHEHa ClabKo, IJiedi BY3bKi, TpyAHA KJIiTKa
crutocHyta.  CraTeBUM WjieH HOpPMalbHHX pO3MipiB  abo
3MEHIIIEHHUH, S€UYKa 3HaYHO 3MEHIIEH], IIIIBHICTh IX MiJBHILIEHA,
6e300u1iCHI.
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Cepen nepMaTorTidiaHuX 03HaK HEPIAKO
CIIOCTEpIraeThCsl MOIMEPEeYHa CKIIAAKA, AWCTAIBHE PO3MIIICHHS
Tpupaaiyca, 301IbIIEHHS YaCTOTH IyT Ha MaIbIIX.

Po3ymoBa BiacTamicTs Big3HayaeTses y 25-50 % XBOpuUX.
[HTeNneKTyalbHa HEIOCTATHICTh BHpaKeHA HEUITKO, MEePEBAYKHO
I1e MEKOBA PO3YMOBA BiJICTATICTh 1 JEOUTBHICT Pi3HOT TSKKOCTI.

XBOpUM  TpUTaMaHHI  aCTEHIYHI
MPOSIBU 1 PUCH TICUXIYHOTO 1H(AHTHII3MY:
HECTINKICTD yBaru, [MIIBUILIEHA
BTOMJIIOBAHICTh, 3HMIKCHHS IPAIE3aTHOCTI
ta iH. [na cunapomy Kiaiindensrepa
XapakTepHa  [EBHA  JWCOIAIliA  MIiX
HEJOPO3BUHEHHIM IHTENEKTY 1 HE3PUIICTIO
EMOIIIITHO-BOJILOBOT cepHu.

JlocnmiKeHHST CIIEpMH BUSBIISIE 3piTi
dopMH  criepMaTO30idiB  JUIIE |y OYKe
PIAKICHUX BUMNaAKax. 3a3BUYail BUSBIISETHCS
oJiiro- abo aszoocrepmis. Y MyHKTaTl s€4yka
3HAXOJATh Timepruiazito kiiTuH Jlelmira.
PiBenb (poniTponiHy 3HaYHO MiABUIICHUH.

Kapiotuniuna  kapTuHa  pi3HO-
MaHITHa: 31€0UTBIIIOTO BUSIBIISIETHCS

Pucynok 22 - knacuaHui kapiotun 47XXY; TpamistoTbes
301‘;::2‘:}3:2;’” 1 kapiotunu 48XXXY, 49XXXXY, a Takox
CHIIPOMOM pi3Hi (dopmu Mosaimusmy: 47XXY/46XY,

Knaiinpeasrepa  47XXY/46XX, 47XXY/46XY/46XX.

VY pasi Tppox 3aifBUX X-XpOMOCOMax

(49XXXXY) cHMMOTOMOKOMIUIEKC HACTIIBKHM BIAPI3HAETHCS Bif
KJacuyHoro cuuapomy KnaitHdenbTepa, mo Aesiki KIIHIIUCTH
BUJIUISIIOTh HMOTO SIK OKpEeMHM CHHIApPOM — TeTpacomio X. 3a
BOTO CHHJPOMY BiJ3HA4Ya€ThCsd HU3bKA Maca Tila TpH
HapoKeHHI (B cepenaboMy 2 600 1). /{7151 30BHIITHBOTO BUTIISAY
XapaKTepHe OBaJbHE OO0JUYYS, TIMepTEIOpPH3M, KOCHU pO3pi3
OYeH, eIMKaHT, KOCOOKICTh, CIHHKA HOCAa TPOXU CIUTIOCHYTA,
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BIaBJICHa, a KIHYMK Hoca MgHATHHA. POT BEIUMKUH, YITKO
OKpecJIeHUH, 1HO/II HAOMKAEThCA IO TPUKYTHOI (opmu. Bymni
PaKOBMHHM BEJIMKi, HEJOPO3BUHEHI, PpO3MIIICHI HWXKYE Bij
3BuuaitHoro Burisiny. llus kopotka, mmpoka. 3 60Ky KiCTKOBO-
M’SI30BO1  CHUCTEMM BUSBISIOTBCA 3HH)KEHA PYXOMICTh Yy
JIKTBOBUX CYIJ00ax, BUKPHBICHHS IIUHKH CcTerHa. Pi3ko
BUPAXEHUH TIMOTOHAIN3M, 32 JIOIIOMOTOI0 O10TICii 3HAXOAATh Ti
cami 3MiHH, IO ¥ y xBopux i3 kapiotunom 47XXY. Po3ymoBa
BiJIcTaiCTh TIpU TeTpacoMii XY TparuisieThCs B YCIX BHUITaJKax 1
BIZIIIOBIIA€ TIIMOOKIH 1e0UIbHOCTI 00 IMOEIIMIIBHOCTI.

JlixyBanusi cunapomy KiaiiHpenbsTepa B OCHOBHOMY
ropMoHnansHe. Moro kpare posmountati 3 10-12 pokiB, Teparris
npernapaTaMM  YOJIOBIYMX ~ CTaTeBHMX TOPMOHIB  MOJIIIIYE
¢bi13uunuii cran. [lpusHavatote 1 uyu 5 % po3UMH TECTOCTEPOHY
nporioHaty. BupakeHy TiHEKOMAcTil0 JIKyIOTh XipypriYHUM
oUigXoM. Y pa3li  HErmuOOKOro  3HM)KEHHS — 1HTENEKTY
3aCTOCOBYIOTH ~ ICHUXOCTUMYJSATOPH 1 HEWpoMeTabosiuHi
npernapari.

Jnst ctumyndamii - pocty  Bojoccs  Ha  oOmuydi
BUKOPHUCTOBYIOTh PO3TUPAHHS 1 Ma3i, 1[0 MICTATh aHAPOTEHHU.

Skuio kapioTun 6aTbKiB HOPMaIbHUM, pU3UK OBTOPHOTO
HApOIKeHHA JUTUHU 13 cuHApomoM KumaiiHdensTepa He
nepesuirye 1 %.
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Po3nin 5
3ATAJIbHA XAPAKTEPUCTUKA
MYJIBbTU®AKTOPIAJIBHUX 3AXBOPIOBAHD.
BU3HAYEHHS TEHETUYHOI CXUJIBHOCTI.
3AXOU ITPOPIVIIAKTUKHA

Ionicenni xeopobu — 1 psSA 3aXBOPIOBaHb Ta O3HAK,
3yMoBiieHUX OararbmMa reHamu. Ha iX po3BUTOK 3HA4YHO
BIUIMBAIOTH (DAKTOpPU 30BHIIIHBOTO CEpPENOBHUINA, TOMY iX
HA3UBAIOTh MY IbMUDAKMOPIATbHUMU.

Mynomughaxmopianeni ~ (NONIT€HHI)  3aXBOPIOBAHHS
(M®3) — e 3axBOpIOBaHHS 31 CIAJKOBOIO CXHIIBHICTIO, Y Te€HE31
SAKUX MOETHYIOTHCS B3AEMO/IiSl CIIAIKOBHX 1 30BHIIIHIX (haKTOPIB.

MynbrudakropianbHi  3aXBOPIOBaHHS — 1€ Taki
MATOJIOT1YHI CTaHU, 7S MPOSIBY SKUX HEOOX1AH1 IB1 YMOBH:

1) HasBHICTH CIIAAKOBOI CXMIIBHOCTI;

2) HECIIPHUAT/IMBI BILIMBH 30BHIIIHBOIO CEPEIOBHIIA.

MynbrudakropianbHi 3aXBOPIOBAaHHS 3aliMalOTh OJHE 3
MPOBIAHUX MICIIb Cepell XPOHIYHUX HEIHPEKIIMHUX XBOPOO
moauHU. BoOHU BIAPI3HSIOTBCS KIIHIYHUM  MOJIMOP(I3MOM.
CkiaiHa B3a€MOJisl TE€HETUYHHUX 1 30BHIIIHBOCEPETOBHUIHUX
¢dakTopiB NPU3BOAUTH A0 (OpPMYBaHHSA KIIHIYHOI CTaJlOCTI
MyIbTU(AKTOPIaIbHUX 3aXBOPIOBAHb B OKPEMUX pPOJUHAX 1
MOMYJIALIT B IIIIOMY.

MyabsTudaxkTopiajbHi 3aXBOPIOBaHHS

Bponxianvna acmma — 3aXBOprOBaHHsI, MO 0a3yeThCs Ha
XPOHIYHOMY aJlepriYHOMY 3amnajneHH1 OpOHXIB.
CymnpoBOJKYEThCSI ~ BOHO  TINEPAKTUBHICTIO  JIETEHIB 1
MEepioMYHUM BUHUKHEHHSM HAIMaJiB YTPYJHEHOTO AUXaHHS a0o
3aTyXH.

Bupaskoea  xeéopoba €  XpPOHIYHUM  pEIUIUBHUM
3aXBOPIOBAHHIM. XapaKTePH3YEThCS YTBOPEHHSM BHPa30K Yy
NUTYHKY 1 ABaHAAUATUTIATIN KUIII Yepe3 MOPYIIeHHS 3arallbHUX
Ta MICIIEBUX MEXaH13MIB HEPBOBOI 1 TYMOPAJIbHOI CHCTEM.

Llyxposuti diabem, y mporieci BAHUKHEHHS SIKOTO O0epyTh
y4acTh BHYTpPIIIHI 1 30BHIMIHI (AKTOPH, SIKI BHUKJIHKAIOThH
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MOpPYIIEHHS ~ BYIJIEBOJHOTO  0oOMiHy. Ha ~ BUHUKHEHHS
3aXBOPIOBAHHS CUJIBHO BIUIMBAIOTH CTPECOBI (akTopH, iHGEKIHil,
TpaBMH, ormepariii. dakTopamMu pU3UKY MOXYTh OyTH BipyCHIi
iHQeKIil, TOKCHYHI PEYOBMHHW, HAUIMIIKOBA Maca Tiia,
aTEePOCKIIEPO3, 3HIKCHHS (PI3MYHOT aKTUBHOCTI.

Twemiuna xeopoba cepys — 1ie HACTHIJOK CKOPOUEHOTO 200
MOBHA BIJICYTHICTh IMOCTa4aHHS MioKapaa KpoB’to. BinOyBaeThcs
1€ Yepe3 NaToJOTIYHHH MPOIeC Yy KOPOHAPHUX CyTUHAX.

Heo0OxinHO BpaxoByBaTH, IO 00 ’€KTOM CIIOCTEPEIKCHHS
mikaps Oyab-fKOi CHEIialbHOCTI TOBMHEH CTaTH HE JIMIIe
XBOpH, a i wieHn Horo poauHu. Jlikap 3araabHOI MPaKTUKH Ta
0COOJIMBO CIMEHHUH JIiKap MOBHHEH YMITH Ha MiJCTaBl METOJIB
KJIIHIKO-T@HETUYHOTO OOCTEXEHHS XBOpPOro 1 HOro poaudiB
BUSBIIATA TPYNH MiABUIICHOTO DPHU3UKY, B SKUX Hacamrmepen
noTpiOHO 3aCTOCOBYBATH BiAMOBIIHI PO IIAKTHYHI 3aXOIH.

MynbsTudakropiaibii  XBopobu uM  xBopoOu  3i
CHAJKOBOIO CXWIbHICTIO. Ha choromui BoHHM cTaHOBIATE 92 %
BIJI 3araJIbHOI HATOJIOTrI] JIFOIUHH.

MexaHizm PO3BHUTKY MYJIbTU(AKTOPIAIBHOTO
3aXBOPIOBAHHS — MATOJIOTIYHUI (DEHOTHUIl — BUSBISETHCS TO/I,
KOJIM CyMapHa /isi T€HETUYHHMX 1 CEepeAOBHUIIHUX (aKTOPiB
JIOCATA€ YU TIEPEBUILYE JEsIKe MEKOBE 3HAUEHHS CXHIIBHOCTI.

MynbTrdakTopiadbHUM 3aXBOPIOBAHHSM BIIACTHBI MEBHI
3aKOHOMIPHOCTI ~ yCHaAKyBaHHA. Tak, pHU3UK BUHUKHEHHS
3aXBOPIOBAHHS 1 BUPAKEHICTh KJIIHIUHOI KAPTUHU 3aJ1€KaTh BiJ:

1. KinbkocTi ypaskeHUX pOJUUIB 1 CTYNEHs IX CIIOpiJHEH-
HS 3 IPOOAH/IOM.

2. Biky, B sIKOMY BiJIOyBa€TbCsl MPOSIB 3aXBOPIOBAHHS Y
POJIUHI.

3. KninigyHOi #HOTO TSIKKOCTI.

4. KinpkocTi 0Ci0 MEHIII ypaskeHOi CTaTI.

5. YacToTu MOBTOPIOBAHOCTI JaHOI MATOJIOTIi y MOMyIs-
i

Omxe, npu MynTbTH()AKTOPIATHHUX 3aXBOPIOBAHHSAX MAae
MICII€ 3POCTaHHS BIAMOBIJHUX TATOJIOTIYHUX CTaHIB Cepen
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OJM3BKUX pOAMYIB TIpoOaHaa, HEPIAKO 3 PI3HOI YaCTOTOIO
ypaxeHHs o0ci® YoyoBiYoi uYM KiHOYO1 crari. Yum BuIuit
TEHETUYHUN pHU3UK (CTYMHb TEHETHYHOIO OOTSDKCHHS), THUM
MEHIIIA IHTEHCHBHICTh  30BHIIIHBOCEPEIOBHUIIHUX  BIUIMBIB
HEOOXiJTHA JIsi TPOSBY «TPAHUYHOTO €(hEeKTy», TOOTO PO3BUTKY
XBOPOOHU.

Ho epynu pusuxy y paszi  Myiemu@akmopianbHux
3axX60p106AHHAX BIIHOCATH OCIO 3 ypaxyBaHHSAM BEITUYUHU
CHAJKOBOIO  OOTSDKEHHSA, sIKa  3alleKUTh  BiJ  TSKKOCTI
3aXBOPIOBaHHS, CTYNEHS CIOPITHEHOCTI 3 XBOPUM 1 KUTBKOCTI
XBOPUX y pOIUHI. BUsBIEHHS Tpymn pH3HKY 3a JOHNOMOTOIO
KIIIHIKO-T€HEAJIOT1YHOTO METOMY J03BOJIsi€ €PEKTUBHO MPOBECTH
paHHi JIKyBaJbHO-TIPOQIIAKTUYHI 3aX0H IS 0C10, CXMIBHUX 10
PI3HUX 3aXBOPIOBaHb.

Jiarnocruka

HiarnoctyBatu MynbTU(hAKTOPiabHI 3aXBOPIOBAHHS 1
pOJIb TEHETHYHOI CHAJKOBOCTI JOIMOMArarmTh pi3HI BHIU
nociimkenb. Hampukian, ciMeiiHe JOCTiIKEeHHS, 3aBASIKU IKOMY
B IPAKTHIIl JIKApIB 3'IBWJIOCS MOHATTS «OHKOJIOTTYHOI CIM’1»,
TOOTO CUTYyallisi, KOJIU B MEXaxX OJHOI'O POJOBOAY BUHHKAIOThH
MOBTOPHI BUMAJIKH 3JI0SKICHUX 3aXBOPIOBAaHb y POJUYIB.

Jlikapi HepigKoO BIAIOTHCS J0 BUBUEHHS OnM3HIOKIB. Llei
METOJ, SIK HISKMHA 1HIIMM, JO3BOJIAE€ ONEpyBaTH HAAIMHUMHU
JAaHUMU TIPO CIAAKOBY IIPUPOTY XBOPOOH.

Buuatoun mMynpTu(aKTOpiaibHI 3aXBOPIOBAHHS, YUMAIIO
yBaru  BUEHI  MNPUAUIAIOTH  BHBUEHHIO 3B SI3KIB  MIXK
3aXBOPIOBAHHSIM 1 TCHETHYHOI CHCTEMOIO, a TaKOX aHalli3y
pPOZOBONY.

e Cryninp crnopigHeHHs Oe3locepelHbO BILTUBAE Ha
HMOBIpPHICTh TPOSIBIB 3aXBOPIOBAaHHS B POJMYIB, TOOTO, UMM
OJIMKYMI POJINY Y TEHETUYHOMY ILIaH1, TUM Ol1bIlla HMOBIPHICTb
BUHUKHEHHS XBOPOOH.

e Kinpkicth XBOpuX y cIM’i BIJIUBa€E Ha PHU3HK
BUHUKHEHHS 3aXBOPIOBAaHHS B POJIMYiB XBOPOTO.
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e CrymHb TOKKOCTI XBOPOOM YpPaKEHOTO poauda
BIUIMBA€ HA TCHETUYHUI MTPOTHO3.

Metoam inenTudikanii reHiB CXWIbHOCTI

Ha meit wac mis imeHtudikamii TeHIB CXWJIBHOCTI JIO
MyJIbTU(AKTOPIaIbHUX  3aXBOPIOBAaHb BUKOPHCTOBYIOTH TPH
OCHOBHI METO/JTH:

1) anami3z acormiarii 3axBOPIOBaHHSI 3 MOJIMOP(OHUMH
MapKepamu;

2) aHaji3 3YeIJICHHS 3aXBOPIOBAHHS 3 MOJIMOp(PHUMHU
MapKepHUMHU T€HAMU;

3) excriepMMeHTaJIbHI CXpEIlyBaHHS TBapUH.

IIpoginakTuka myabTudaKkTopiajibHUX 3aXBOPIOBAHb

Bumu mpodinaktuk, mo momnepepkaloTh BUHUKHEHHS 1
PO3BUTOK CHAJKOBHX 1 YPOJKEHUX 3aXBOPIOBAHb, MOXKYTh OyTH
MIEPBUHHUMH, BTOPUHHUMHU 1 TPETUHHUMH.

Ilepéunnuti  BUA  TPOQITAKTUKH  CIPSIMOBAHHH  Ha
MOTIEPEDKEHHS 3a4aTTsl XBOpOi quTHHU. Lle Moxke pearnizyBarucs
B TUIAaHYBaHHI JITOHAPO/HKCHHS 1 TMOMNIMIIEHHS CepeloBUIla
MIPOXKUBAHHS JIFOIUHHU.

Bmopunna npodinaktuka crnpsMoBaHa Ha TEpEepUBAHHA
BariTHOCTI, SIKIIO HMOBIPHICTh 3aXBOPIOBaHHS B IJIOJa BEIHKA
abo JiarHO3 B)KE€ BCTAHOBJICHMM mpeHaTanbHO. [limcTraBoro s
NPUMHATTA TaKOro pIlIeHHS MOXe OyTH chaJkoBa XBOpoOa.
[TepeprBaHHs BariTHOCTI B1I0OYBA€ThCSA JIHUILE 32 3TOJI00 JKIHKU Y
BCTaHOBJIEHI TEPMIHHU.

Tpemunnuti  BUJ TPODITAKTUKK CHAJKOBUX XBOPOO
cIpsiMOBaHHH Ha OOpoTbOYy 3 PO3BUTKOM XBOpPOOU Yy BKe
HApOKEHOT MJWTUHU 1 Horo TsDKkuX TmposiB. Lleil Bua
npoQiTaKTUKK HA3WBAIOTh HOPMOKOIMIiIOBaHHSAM. lle po3BUTOK
3/I0pOBOi TUTHHU 3 MATOTCHHUM IreHOTUNoM. HopMoKonitoBaHHS
3 BIJIMOBIHUM JIKYBaJbHUM KOMILUIEKCOM MOKHA IPOBOJIUTH
BHYTPILIHBOYTPOOHO ab0 Mmicisi HAPOIKEHHS.

Tak, 3a HasgBHOCTI TINEPTOHIYHOI XBOpOOW B OJHOTO 3
6aTbKiB HEOOX1IHO KOHTPOJIIOBATH apTepialibHUM TUCK Y IUTHHH,
PEKOMEHIyBaTH IMATHUNA PEKUM. Y IIUX POJAUHAX TMOTPIOHO
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SKOMOTa DPaHillie JTOTPUMYBATHCS 3I0POBOTO CIIOCOOY >KHUTTS, a
YJieHaM [HMX POJMH HEOOXiAHO MOCTIHHO 3aiiMaTUCs CHOPTOM,
JOTPUMYBATHCSI PEXKUMY Tpalli 1 BIAMOYMHKY, OOMEXKYBaTH
CHOXHMBAHHSA KyXOHHOI coui. SIKIIO Taki 3BUYKH PO3BUBAIOTHCS 3
JUTHHCTBA, TO BOHU MOXYTh MAaTH NPOQPUIAKTUYHUN EPEKT.
CimeiiHuid JliKap TOBHHEH TICHO KOHTaKTYBaTH 13 POJUHOIO
xBoporo. 3a nepmioi Qikcarii MiaBUIIEHHS apTePiabHOTO TUCKY
0co0y 3 Tpymu PHU3UKY HEOOXITHO B3ATH HA AUCIIAHCEPHHM
001ik. Ocob6sMBY yBary MOTpiOHO MPUIIATH POAWHAM, WICHH
SAKUX CXWJIbHI JI0 TAKUX XBOPOO, SIK IIYKPOBUH N11a0eT, BUPA3KOBa
XBOpO00a, emniericis, mmu3odpeHis.

Tak, y pa3i skmo oAuH 13 0aTbKIB XBOPH, TO PU3UK
HApOJDKCHHS AWTWUHHU 3 LYKpoBUM niaberom nopiBHioe 10 %.
OTxe, icHYe pealibHa HeOe3eKa PO3BUTKY IIbOTO 3aXBOPIOBAHHSI.
UileHIB TaKuX POAMH HEOOXITHO TOCTABUTH HA JIUCIAHCEPHUMN
00JIIK, TMEpIOAMYHO MPOBOAMTH MPOQIIAKTUYHI OIJISAN 13
3aCTOCYBAaHHSIM JIOJIATKOBUX METO/IB.
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Po3nin 6
PIBHI TA HIIJISAIXW MPOBEJAEHHSA TPOPIIIAKTUKHA
CIHAAKOBUX XBOPOBb. MEJUKO-'EHETUYHI
KOHCYJIbTYBAHHS. IPEHATAJIBHA
JIATHOCTHUKA. CKPUHYBAJIBbHI IIPOI'PAMHU

IIpodinakTuka cnajkoBUX 3aXBOPIOBaHb PEATI3yeThCS Y
TaKUX OpTaHi3aiiHuX opmax:

Menunko-reHeTHYHE KOHCYJIbTYBaHHA - e
crieniajigizoBaHa MeJau4Ha jgornomora. Ha chorojHi aeHb OAMH 3
OCHOBHHMX BH[IIB MNPOQUIAKTHKH  CIIAJKOBHUX TI'€HETUYHUX
3aXBOPIOBaHb.

3ag0anus meOuKo-2eHeMuUYHO20 KOHCYIbMYBAHHA:

1. YcraHOBIIEHHS TOYHOIO J1arHO3y MPUPOIKEHOI0 YM
CHaJIKOBOT'O 3aXBOPIOBAHHS.

2. Bu3HaueHHS TUIy YCNAIKyBaHHS 3aXBOPIOBAaHHS B
JIaHId POJIMHI.

3. Po3paxyHOK BeJWYMHU PU3UKY MMOBTOPEHHS 3aXBOPIO-
BaHHS y POJIUHI.

4. TlosicHEHHA 3MICTY MEIMKO-T€HETHYHOTO MpPOTHO3Y
THUM JTIOJISIM, TII0 3BEPHYJIUCS 32 KOHCYIBTAITIETO.

5. JlucmaHcepHe CIIOCTEPEKEHHsS 1 BUSBJIECHHS TPYIH
HiBUILEHOTO PHU3HMKY Cepell POAMYIB IHIMBIA 31 CIAaJKOBOIO
XBOPOOOIO.

6. [Ipomaranza MeIMKO-TeHETUYHHUX 3HAHb cepell JIiKapiB
1 HACEJICHHS.

Ilokazanna 0na npoeedeHHA MeOUKO-2eHEeMUUHO20
KOHCYTTbMY8AHHA:

1. HapomxeHHs TUTHHM 3 TPUPOHKEHUMHU BaJaMU PO3-
BUTKY.

2. YcraHOBJIEHa YW IiJIO3PIOBAaHA CIAJKOBAa XBOpoOa B
POJIUHI.

3. 3arpuMka (i3MYHOTO PO3BUTKY UM PO3YMOBa BiJCTa-
JICTh Y IUTHHHU.

4. IloBTOpHi cHOHTaHHI a0OpTH, BHUKHUIHI, MEPTBO-
HapOJKCHHS.
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5. bru3bpkocnopiTHEeHI MITIO0H.

6. Bik matepi crapuie 35 pokiB.

7. HecipussTiuBi BIUIMBH (DAaKTOPIB 30BHIIIHBOTO CEPEIO-
BUIIIA B paHHIil TepMiH BariTHOCTI (iH(EKIiiHI 3aXBOPIOBaHHA,
0COOJIMBO BIPYCHOi €TIOJIOTii; MacHWBHAa JKapChka Teparis;
PEHTI€HO11arHOCTHYHI MPOLEAYPH; BUPOOHNYI HIKiAITUBOCTI).

8. HecripusiTiuBuii epeodir BariTHOCTI.

3a MeIMKO-TEHETUYHOIO KOHCYIIBTAIIIE€I0 3BEPTAIOTHCS:

e 37I0pOBI OaThKH, SIKI HAPOJAWIIA XBOPY JUTUHY, /1€ OAUH
13 MOAPYKKS M€ 3aXBOPIOBAHHS;

e CiM’i 3 MPAaKTUYHO 3AOPOBUMH TITHbMH, ajie Y KOTO €
poauyi 31 CIaIKOBUMHU 3aXBOPIOBAHHSIMU;

e 0arpK, SIKi MParHyTh 3pOOMTH MPOTHO3 Ha 3I0POB'S
OpartiB abo cecTep XBOPOi TUTHHU;

e BariTHI KIHKM, SKI MalOTh MIABUIICHUNA PU3UK
HAPOKEHHS JUTHHU 3 aHOMAJIbHUM 3]I0POB’SIM.

IIpenaTajbHOI0 AiarHOCTHKOK HA3WMBAIOThH JIOMOJIOTOBE
BU3HAUEHHS YPOJDKEHOI YW CHaJKOBOi maronorii miuonpa. Yci
BariTHI TOBHWHHI TMPOXOAUTH OOCTEKEHHS I BUKIIOYCHHS
CHaJKoOBOi  MAaToJIOrii. Hns BOro BUKOPHUCTOBYIOTh
YJIBTPa3ByKOBE 00CTeXEHHSI, O10X1MiYHI JTOCITIJIKEHHS
CHUPOBATKH BariTHUX.

Ilokazannsa o1a npenamanvHoi OiazHOCMUKU:

1. Bik maTepi — 35 pokiB.

2. HasgBHICTh y poAMHI NMONEPETHBOI TUTHUHH 13 XPOMO-
COMHOI0O  TAaToJIOTi€l0, 30Kpema 13  cuHapomoM  JlayHa
(momepenHiit aHEYCOMIK).

3. IlepeOynoBu 0aTHKIBCHKUX XPOMOCOM.

4. HasBHICTh Y pOJIMHI 3aXBOPIOBAHb, YCIaJKOBYBAHUX
34YEIIICHO 31 CTATTIO.

5. Cungpom ¢pariabHOi X-XpOMOCOMH.

6. I'emornoGinomnarii.

7. IlpupokeHi MOMUIIKK METa00IIi3MYy.

8. Pi3HI cmajkoBi 3aXBOPIOBAaHHS, IO JI1arHOCTYIOTHCS
Meto oM 3uerieHHs 3 JJHK-mapkepamu.
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9. HedexTn HEPBOBOI TPYOKH.

10. Inmi nmoka3aHHS Uil IUTOT€HETUYHOI MpeHaTalbHOT
IarHOCTHKH.

MenandHa reHeTHKa 3 KOKHUM POKOM YIOCKOHATIOETHCS 1
nae Bce OLIbIlIe MOKIMBOCTEHR 3amo0iraty OUIBIIOCT] CIIAIKOBUX
3axBopioBaHb. KoxHiii ciM’i 3 mpoOnemamu 31 370pOB’SIM
HAJAI0Th MOBHY 1H(GOPMAIIiI0 PO T€, YUM BOHU PHU3UKYIOTH 1 Ha
II0 MOXYTh po3paxoByBaru. [liBUIyIOYM TEHETHYHY Ta
6i0JIOT1YHY O00I3HAHICTh IIMPOKUX Mac HACEJICHHS, MPOIaryrdn
3I0POBHI Crmoci0 Ha BCIX JKUTTEBHX e€Tamax JIIOJWHHA, MU
MiJBUOIYEMO [IAHCH JIIOJCTBA HAa HAPO/DKEHHS 30POBOTO
MOTOMCTBA.

Ane B TOW caMuii 9ac 3a0pyiHEHa BOJIA, TIOBITPS, Xap4yoBi
OPOAYKTH 3 MYTareHHUMH 1 KaHIEPOreHHHUMH pPEYOBHHAMH
1 BUITYIOTh MOIIUPEHICTH MYJIbTU(PAKTOPIATBHUX
3aXBOpPIOBaHb. SIKIIO K JIOCATHEHHS TEHETUKU OyIyTh
3aCTOCOBYBATHUCS B MPAKTUYHINA MEAMIIMHI, TO 1 KUIBKICTh JITCH,
HApOKEHUX 31 CMAJKOBUMU TE€HETUYHHMH 3aXBOPIOBAHHSIMU,
Oylne CcKopoudyBaTuCs, OOCTyNMHAa Oyje paHHS J1arHOCTHKA Ta
aJIeKBaTHE JIIKYBaHHS XBOPHUX.

Menauko-reHeTUYHe KOHCYJIbTYBaHHS — CIIellialli30BaHa

MeAWYHa  JOoMoMora —  HalWluIpll — momupeHa  Qopma
npo(dIaKTUKU CHIAAKOBUX XBOPOO.
'eneTnyHe  KOHCYNbTYBaHHS  —  CKIAJaeTbca 3

1HQOpPMYBaHHSl JIIOJIMHU TIPO PHU3UK PO3BUTKY CIAIKOBOTO
3aXBOPIOBAHHS, NepeIaBaHHs HOro Halaakam, Ipo J1arHOCTUYHI
Ta TeparneBTUYHI Aii.

[IpenaTanpHa JiarHOCTUKA TMPHUPOKEHUX 1 CIIAJKOBUX
XBOpOO — II6 KOMIUIEKCHa Tajly3b MEAMIIMHM, SKa IIBHUIKO
pO3BHUBa€THCS. BoHa BUKOPUCTOBYE YIBTPa3BYKOBY J1arHOCTHKY
(Y31), onepatuBHY TexHIKY (XOpioHOlOICIO, amHio- Ta
KOpJIOLleHTe3, Oiomcito M’sA3i1B 1 WIKIpH IjIoja) i jJabopaTopHi
MeTOU (LIUTOT€HEeTUYH1, 610XIMIYH1, MOJIEKYJISIPHO-TEHETUYH]).

[IpenaTanpHa MAiarHOCTMKAa MAa€ BUHSATKOBO BaXJIHMBE
3HAYEHHS IPU MEIUKO-TeHETUYHOMY KOHCYJIbTYBaHHI, OCKUIBKU
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BOHA JIO3BOJIAE TIEPEUTH BiJA IMOBIPHOTO JO OCTOTOYHOTO
NPOTHO3YBAaHHS 3/I0pOB’S JAUTUHHU y POAMHAX 13 TEHETHYHHM
oO0TshxkeHHsIM. Ha 1ieit yac mpeHaTtanbHy JA1arHOCTUKY MPOBOMSTH
y I i II Tpumectpax BaritHOCTi, TOOTO B Mepioau, KoMK y pasi
BUSIBJICHHSl TMATOJIOTil 1€ MOXHa IepepBaTd BariTHicTb. Ha
CHOT'OJIHI MOXJIMBA JIarHOCTUKA MPAKTHUYHO BCIX XPOMOCOMHHX
cuHapoMiB 1 Omm3pko 100 cmaakoBux XBOpoO, OilOXiMIYHUI
nedeKT 3a SKUX yCTaHOBJICHUU JOCTOBIPHO.

[IpenaranpHa JiarHOCTHKA — KOMILIEKC JIOCIHIIKEHb, 1110
JO3BOJIE BUSIBJSITM TEHETHYHI BIAXWJICHHS Ta MaTodOoril
pPO3BUTKY eMOpiOHy B TecramiiHomy rmepioni. IIpeHartanbHa
JIarHOCTHKA J03BOJISiE MPUNAMATH OOTPYHTOBAHE PILICHHS PO
NPUNTUHEHHS BariTHOCTI 3a MEIUYHUMH TOKa3aHHAMHU abo
pPO3pOOIIATH CTpATErito BiHOBJIEHHS 370pPOB’S MalOyTHHOT
qutuHU.  [IpeHaTtanbHURl  CKPUHIHT  JJO3BOJIIE 3  BEJIHMKONO
JIOCTOBIPHICTIO MPOTHO3YBAaTH 3/10pPOB’Sl AUTUHHU, 3a4aToi B CIM’1
31 CITQIKOBUMHU TTaTOJIOTiSIMH.

[IpenaranpHa IiarHOCTHKAa — BIIHOCHO MOJOJa Taly3b
MEIWIUHA, W0 CTPIMKO pPO3BHBAEThCA. [l  moCHiKeHHS
BUKOPUCTOBYIOTh Cy4acHI METOM:

e V3]l nns BariTHUX;

e 1HBa3uMBHY [IIarHOCTUKY: Oiomcit0 XopioHa Ta
IUTalleHTy;  3ablp 1 JOCHIIPKEHHS  IYNOBUHHOI  KpPOBI
(KopnoueHTes), JIOCIJKEHHS HaBKOJIOTLTI THOT BOJIU
(amH101IEHTE3), O10TICII0 TKAHWHH T1J710/1a, (DETOCKOIIIIO;

e J1a0OpaTOpHI aHAJI3U: IUTOT€HETUYHI, 110 103BOJISIOTh
BUSBIIAITH ~ XpOMOCOMHI  abepamii  (Mmyramii); O10XIMIYHi;
MOJIEKYJISIPHO-TE€HETHYHI, 5Kl Aal0Th MOXuBicTh BUBUMTH JJHK
i PHK.

[IpenaTanbHUI CKPUHIHT PEKOMEHIYIOTh MPOBOAUTH B | 1
I TpumecTpax recraiii — B nepiof, KOJIW MOXHA 0e3 HacIiJIKiB
JUId KIHKM TIepepBaTH BariTHicTh. [IpeHaranbHa JiarHOCTHKA
CMAJKOBUX 3aXBOPIOBAHB JIO3BOJIE 3 BEIUKOK JIOCTOBIPHICTIO
BCTAHOBUTH HAsBHICTh YCiX XPOMOCOMHHUX CHHIPOMIB 1 OibIie
100 reHeTHYHO OOYMOBJICHUX AaTOJIOTIH.
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bioxiMiuHMIA CKPUHIHT TI1]] Yac BariTHOCTI MOKa3aHUN JJIst
BU3HAYEHHS:

e Tpucomii 21, abo curapomy [layHa;

o TpucoMmii 18, abo curnpomy Ensapsca;

e aHOMaJIii PO3BUTKY HEPBOBOI TPYOKH IJI0/A.

Hnst nocmimxenns B 11 Il tpumectpax recraiii y BariTHO{
MPOBOASATH 3a0ip KpOBi. 32 JOMOMOTOK KOMIT IOTEPHOI CUCTEMHU
3a pe3yibTaTaMH BHSABICHHS MapkepiB, pesynbraTiB Y3J[ Ta
IHIIUX ~ TIOKa3HHWKIB  TMPOBOATH  PO3PaXyHOK  1MOBIPHOCTI
PO3BUTKY XPOMOCOMHHUX MYTalliii Ta T€HETMYHO OOYMOBIIEHUX
3aXBOPIOBAHb.

bioxiMiuHMIT CKPUHIHT MPOBOJATH TAKOX JJIS TOTO, 1100
YTOYHUTH CTYIiHb BHYTPIIIHBOYTPOOHHUX MOPYIIEHb PO3BUTKY
JIETEHIB Ta cepls IJI0/1a, CTYHiHb BUPAXKEHOCTI pe3yCc-KOHPIIIKTY,
BUSBUTHU Ta OLIIHUTH TSHKKICTD TiITOKCII.

Cxpuninr I TpumecTpy BaritHocTi

Ckpuninr [ TpumecTpy BariTHOCTI MpoBoAATH Ha 11-my
a6o 13-my TmxkHi BariTHOCTi. Panimie 11 TwXHIB BariTHOCTI
NPOBOJIUTH JOCITIPKEHHSI HE Ma€ CEHCy, TOMY IO OJepiKaHi
pe3yabTaTu Oy1yTh HEIOCTOBIPHUMU.

Ckpuniar I TpumecTpy  BariTHOCTI  BKJIIOYAE
yIABTPa3BYKOBE JOCIIKEHHs Ta O10XIMIUHMM CKpUHIHT. J[eskux
KIHOK, TMepedyBalouud B TpyIli pPHU3UKY, BIANPABISAIOTH Ha
nocmimkenHs Ha 10-My TKHI  BariTHOCTi, aje  QaxiBIi
BBKAIOTh, 1110 1€ 3aHAJTO MAJMKA TEPMIiH, TKU MOXKE MMOKa3aTu
HeslocToBipHI pesynbrat. Ha VY31 mmoma B I Tpumectpi
BU3HAYAIOTh!

e QAHTPOIIOJIOTIYHI TapaMeTpu — JIOBXKHUHY IUIOAA,
OKPYXXHICTb TOJIBKH, BIACTaHb MDK TIM SHUMHU Oyrpamu,
JTOBXKHUHY TpyOUYacToi KICTKM KIHIIIBOK, TOBIIUHY KOMipIE€BOT
30HH, OI[IHKY HOCOBOI KICTKH;

e JIOKANi3allilo BHYTPIIIHIX OpraHiB — cepIs 1 HUTYHKa;

e XapaKTePUCTUKY KPOBOHOCHOI CHCTEMH — pO3MIp
cepl, lilaMeTp MariCTpaJbHUX Cy/HH;

e PO3Mip YEPEeBHOI MOPOKHUHH.
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V3 MIPOBOJIATH TpaHcaOIOMIHAIbHUM i
TpaHCBariHadbHUM MeTogoM. Ha 12-my TwxHI BariTHOCTI
poOJsATE 3a0ip BEHO3HOI KPOBI JJIsS TPOBEACHHS O10XIMIYHHX
JOCHIJKeHb. BU3HAYaI0Th KITBKICTh:

e XOPIOHIYHOTO TroHanOTponiny JoauHH (X Y);

o PAPP-A (nmpoteiny A, acomiifoBaHOTO 3 BariTHICTIO).

3 ypaxyBaHHSAM TEpPEIIYECHUX pe3ybTaTiB CKPUHIHTY
pPO3paxoBYIOTh  PH3UKM  CHAJKOBUX  3aXBOPIOBaHb.  SIKIIO
pedynpraT Oyzne NO3UTHBHUM, TO B JAPYyroMy TpUMECTpi
MPOBOJAATH 1HBAa3UBHI JIOCHIDKEHHS, 3a pe3yibTaTaMu SKUX 1
pOOUTBHCS BHCHOBOK NP0 HEOOXITHICTh TepepuBaHHA abo
MIPOJIOHTAIIIT BariTHOCTI.

VY pasi SKIo B TIOJNA € PU3MK 3MEHIICHHS KiHIIBOK, TO
XKiHI1 Ha 14-My THXKHI BariTHOCTI Npu3HavyaoTs Y3/1.

Cxpuninr Il Tpumectpy BarirHocTi

Ckpuninr Il TpumecTpy BariTHOCTI MpPOBOIAATH Ha 17—
19-my tmxssx BaritHOcTi. OzepkaHi B I[bOMY TeCTaliiHOMY
nepioii 1aHi HaOUTbIT iHGOpMaTUBHI. SIKIO aHi, OJepIKaHi i
yac NPOBEIEHHS MEPIIOro CKPUHIHTY, HOPMaJllbHI, TO MIHII
IpU3HA4aroTh auie Y3/,

IIpn mimo3pi Ha NPHUPOAKEHI MATOJOTIi NPU3HAYAIOTh
NoBHE OOCTe)XeHHs. Y TakoMy pasi ckpuHiHr II Tpumectpy
BariTHOCTI BK/IIOYAa€ I1HBA3MBHI METOOMW HOCII[UKEHHS. 3a
JIOTIOMOT0F0 010TICiT TKAHUHU TIJI0/Ia BU3HAYAIOTh HASBHICTH!

e TSDKKUX CITQJIKOBUX 3aXBOPIOBaHb IWIKIPH — IXTIO3Y,
OyJIbO3HOTO eMiIepMOTi3y, rinepKepaTosy, alnb0iHi3MY;

e CHAJKOBHUX IAaTOJIOTIH PO3BUTKY M’S30BOi TKAHUHH —
muctpodiro dromena.

biorcis €  HaWOIBII ~ TpaBMAaTHYHUM  METOJOM
JOoCHiKeHHs. 3abip OilonmrTaTy MNpOBOAATH MiA Bi3yaJllbHUM
KOHTpoJieM ¥ 3-amapara abo ¢eTockorna.

IuBa3iiiHi MeTonu AOCHIPKEHHS NepeadadaroTh aHaji3
MYMOBUHHOI KPOBI Ta KJIITMHHOIO CKJIaJy aMHIOTUYHOI PiUHU.
3a HeoOXiJHOCTI MPOBOAATH JOCIIPKEHHSI BOPCUHOK XOpIOHA Ta
mIaneHTy. 3a0ip MaTepiary poossTh mig KoHTpoiaeMm Y3 /1.
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deTocKoMmiss — BI3yaJIbHUH OTJIS] TJI0JIa 3 JOTIOMOTOIO
THYYKOi TPYOKH 3 ONTUYHOIO CHCTEMOIO, SIKHH MPOBOASATH JIHILE
3a moKa3aHHAMHU 3 18-ro ta 10 23-10 TUXKHS BariTHOCTI.

Y II Tpumectpi mnpoBoAiATh (eroMmeTpiro IUIOHA 32
nonomoror Y3J/[. BoHa moka3ye BiAMOBIAHICTE aHATOMIYHOTO
PO3BUTKY TI0/1a pe)EPSHTHUM 3HAYEHHSIM Ta HOTO MOJIOKCHHS Y
MaTIli, TOBIIMHY Ta CTPYKTYPY IUTSYOTO MICIl, IMapaMeTpu
MyNOBHHHU, ()OPMYBAHHS BHYTPIIIHIX OpPraHiB.

I[Ipu  cBoewacHOMY  BHSBJEHHI  IATOJIOTIH  ICHYE
MO>KJIMBICTh PO3IJIaHyBaTH €()EKTUBHE JTIKyBaHHS.

[TutaHHs MPO MPOBEACHHS MPEHATAIHHOTO TIEPEPUBAHHS
BariTHOCTI MOTPiIOHO CTAaBUTH JIMIIE ITICJIS OI[IHIOBAHHS TaKHX
KpPHUTEPIiB:

1. XBopoba moBuHHA OyTH MOCHUTH TSKKOIO, 100 OyIo
BUIIPaBJaHE NIEPEPUBAHHS BariTHOCTI.

2. JlikxyBaHHs XBOpOOM IUIOAA HEMOXJIHMBE 1 HE3aJ0-
BIIBHE.

3. Poauna, sIKy KOHCYNBTYIOTh, TOBUHHA MOTOJIUTHUCS Ha
NepepuBaHHS BariTHOCTI.

4. IcHye TOYHMII TeCT Al MOCTaBIEHHS MPEHATAIBHOTO
JI1arHO3Y.

5. JIocUTh BUCOKHMM N€HETHUYHUN PU3UK HECIIPUSITIMBOIO
pe3yabpTaTy BariTHOCTI.

VY nporeci oprasizanii 1 pO3BUTKY CUCTEMH IPEHATaIbHOI
JIarHOCTUKYU MOBHHHI BUKOHYBatucs Taki ymosu (H. I1. bBoukos,
1997):

1. MiarHoCTHYHI TpoIeAypHU MOBUHHI OyTH Oe3neuHi Jis
3JI0pOB’sl MaTepi i miomay.

2. YacroTa ycKJIagHEHb BariTHOCTI MICJsS MpeHaTaIbHOI
MIarHOCTUKKM HE TOBMHHA TIOMITHO MiJBUIIyBaTUCA  3i
CIIOHTAaHHUM  piBHEM, TOOTO TpoueAaypa He IOBHHHA
IiABUIYBAaTH WMOBIPHICTh BTpaTH IUIOAA BiApa3y YW michs ii
MIPOBEJICHHS Y BiJUTAJICHUH MTEePioI.

3. Jlikapi, sKi BOJIOMIIOTh TEXHIKOIO MpPEHATaIbHOI Aiar-
HOCTHUKH, TIOBMHHI  3HAaTH  WMOBIPHICTH  IOCTaBJICHHS
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MICEBIONMO3UTUBHUX YM IICEBJOHETaTUBHHUX MIarHo3iB, I1HIIUMH
CJIOBaMU, TIOBHHHI OOpE 3HATH OOMEKEHHS METOMY.

4. [IpenaranpHa 11arHOCTHKA MOBUHHA CKJIAIaTUCS 3 JBOX
eTalliB:

e [ICpPIIMI eTanm — BUSBJIEHHS J>KIHOK 13 IIiJBUIIECHUM
PU3MKOM HECHPUATIMBOTO B TE€HETUYHOMY IUIaHI pe3ylnbTary
BariTHOCTI NPU MEAUKO-TCHETUYHOMY KOHCYJIbTYBaHHI 4HU
MEPBUHHOMY  OOCTEXEHHI  yCiX  BariTHHUX, 30KpemMa 3
BUKOPHUCTAHHSM METO/IiB MPOCIBAILHOT TIarHOCTUKH,

e Jpyruil eram — BIJIAaCHE IMpeHaTallbHa J1arHOCTHKA.
AHai3u IpOBOASATH JHIIIE )KIHKAM, sIKI MalOTh ()aKTOpU PU3UKY.

5. I'pyma daxiBuiB i3 mpeHaTaNbHOI AIarHOCTUKHU (aKy-
Iep-TiHeKOJIOoT, JIiKap-T€HETHK, JiKap-1a00paHT-TCHETHK )
MOBUHHI 3HATH JIarHOCTUYHI OOMEXKEHHS METOAY HE B3arali, a B
ix BracHii mabopartopii.

6. I'pyna ¢axiBiiB NOBHHHA CYBOPO JOTPUMYBATHUCS
CTaHAapTiB JAJs mpouenyp 1 Ja0OpaTOpHHX — aHali3iB,
3/11iCHIOBaTH IOTOYHUN KOHTPOJIb IKOCTI pOOOTH, a TAaKOXK MaTH
CTaTUCTHKY 3aBEPILEHHS BariTHOCTEH 1 po30iKHOCTEH NiarHo3iB
(KOHTPOJIB Ticis aDOPTIB UM IMICJISI HAPOIKEHHS).

Ineaszueni memoou oocnioxicenns
6 npenamanvHii oiazHocmuyi

AmHIOTHYHA

ITnamnenra piavHa
[T
Crinka
MaTKn [niika

Pucynok 23 — AmHiouenres
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Amnioyenmes — TPOKON TUIOAOBOTO MiXxypa  JUIs
OJIepYKaHHS HaBKOJIOIUTITHOT PIAMHM 1 3TyIIEHUX KIITHH aMHIOHA
wioga (puc. 23). JliarHocTUYHE 3HAUEHHS METO/AY HE BHUKIIMKAE
cymHiBiB. Ils mpouenypa 3maiiicHioeTbest Ha 15-18-mMy THXKHSAX
BariTHOCTI. PHM3WK yCKJIaJHEHb BariTHOCTI TNPH aMHIOLEHTE31
cranoButh 0,2 %.

AMHIOIIEHTE3 pOOJIATh Yepe3 OYEPEBUHY IIiJT KOHTPOJIEM
V3], mo0 He MNOMKOJUTH IUIAUEHTY. TakoX MOKIMBUI
MIXBOBUM aMHIOIIEHTE3, ajle TAKUH I AX1]T 3aCTOCOBYETHCS PIJIKO.
3 aMHIOTHYHOI MOPOXHUHU OepyroTh 8—-10 mn piguHu. 3
OlOXIMIYHMX  TOKa3HWKIB  PIAWHH  JIMIIE  KOHIICHTpAIIis
anbdadetornporeiny (ADII) € giarHOCTUYHO 3HAYYIIOIO.

PiBerp A®II icTOTHO WIABUIIYETHCS TPU AHOMAIIISIX
HEpPBOBOI TpPyOKH 1 JedeKkTax MepeIHbOol YEpeBHOI CTIHKH.
OcHOBHE JuKepeNno AIarHOCTMYHOrO MaTepialy NpU aMHIOLCH-
Te3i — KIiTUHH. IX 06OB'A3KOBO KyJIbTHBYIOTH (Lie TpuBae 2—4
THXHI) 1 JUISI TATOTCHETHYHUX, 1 U1 O10XIMIYHUX JOCTIKEHb.
Jlume MONEKYJISPHO-TEHETHUYHI BapiaHTH JIIaTHOCTUKH 3a
JIOTIOMOTOI0 TTOJIIMEPAa3HOi JIaHLIOTOBOI peakilii He BHMararoTh
KYJIbTUBYBaHHS KIIITHH.

Kopooyenmes, TOOTO
B3SITTS KPOBI 3 MYMOBHHHU, HaOyB
[IHPOKOTO BUKOPHUCTAHHS TICIIS
TOTO0, K L0 MPOLEAYPY MOYaIH
3MIMCHIOBATH MiJA  KOHTPOJEM
V31, T10ob6TO0 ©6€3 derockomii
(puc. 24). Tlpoueaypy mpOBOISTH
y niepiof 3 18-ro 10 22-10 THXKHS
BariTHoCTi. 3pa3Ku  KpoBi €
00’€KTOM I ITUTOTCHETUYHUX
T — (KyTbTUBYIOTBCS  JTIM(DOIUTH),

Pucynok 24 — Koprouenres  yjonexynapHo-reHeTHIHIX 1
010XIMIYHHX METO/IB JIarHOCTUKH CTAJKOBUX XBOPOO.

KopmomnienTes  BUKOPHUCTOBYIOTH 7Sl J1aTHOCTHKHU
XPOMOCOMHHUX XBOPOO, TE€MaTOJIOTIYHHUX CITaJIKOBUX XBOPOO

157

Ultrasound
transducer




(remornob6iHOMATI], KoaryJomnarii, TPOMOOIIUTOTIEHIT),
iIMyHOAE(IUTIB, TEMAaTOJIOTIYHOTO CTaTycy TpU  pe3yc-
ceHcuOTi3amii, BHYTPIMIHBOYTpoOHUX iHGekmii. [Ipouemypa 3
nepmoi cnpobu ycmimua y 80-97 % Bunankis. IlepeBara
KOPJIOLICHTE3y MOPIBHSAHO 3 aMHIOILIEHTE30M IMOJISTae B TOMY, IO
KPOB € 3pYy4HIHUM 00 ’€KTOM JUIsl MOCIHiKCHHS, HIK KIITHHH
aMHIOTHYHOI piauHH. JIIMPOIUTH KyJIbTUBYIOTHCS mBHIIIE (2—3
JH1) 1 HaiiHIIIe, HiXK aMHIOIUTH.

bioncito mrxanun nnooa SK JIaTHOCTHYHY MPOLELYPY
MPOBOJASATH B 2-My TPUMECTP1 BariTHOCTI mijx KoHTposeM Y3/1.

JUIs TIarHOCTHKH TSDKKUX CIIAIKOBUX XBOPOO MIKIpU
(ixTio3, emiaepMoiri3) poOssaTh Oiorciro mKipu mioxa. Jlami
IPOBOJISITH MaTOMOP(doIIoTiYHEe JOCHTIHKEHHS (1HO/1 €IeKTPOHHO-
MiKpocKkorigHae). Mopdosoriudi Kputepii HassBHOCTI CIAIKOBHX
XBOpOO IIKIpH JO3BOJISIOTH IMOCTABUTH TOYHHUU JIarHO3 YH
BIIEBHEHO BIAKUHYTH HOTO.

@emockonia (BBEACHHS 30HAAa W OMNIAL IJI0JA) 3a
Cy4yacHOi THYYKO-ONTUYHOI TEXHIKM HE CTAaHOBUTH BEIUKUX
TpyaHoutiB. OHaK METO] BI3yaJIbHOTO OOCTEXEHHS IJIoja s
BUSIBIICHHSI TPUPOJDKEHUX BaJl PO3BUTKY BHKOPHUCTOBYIOTH Ha
18-23-My TWXHSX BariTHOCTI, ajie JIAIIE 3a OCOOJMBUX
noka3HukiB. CrpaBa B TOMy, [0 Maibke BCi MPHUPOKEHI Baau
PO3BHUTKY, SIKI MOXXHa IMOOAYUTH 3a JOMOMOTOI ONTHYHOTO
30HJa, AIarHOCTYIOThCSA 3a gomomoror Y3JI. 3po3ymino, 1o
npouenypa ¥Y3Jl mpocrtima 1 Oe3meunima. Jns ¢erockomii
NOTpiOHE BBEICHHS 30HAA B aMHIOTHYHY MOPOKHHUHY, 1[0 MOXKE
CIIPUYMHUTH YCKJIQTHEHHsS BaritTHOCTi. Y 7-8 % Bumanakis
deTockorii JIarHOCTYIOTh BUKH/IHI.

Heinea3ziiitni memoou 00CnioxyceHHs 8 NPEHAMAIbHIl
odiaznocmuui

OCHOBHMM  HEIHBa3lMHUM  METOAOM  IpeHaTalbHOI
TIaTHOCTUKU € yavmpassykoge oOocriodcenns (Y3]), sxe
HEOOX1ZIHO  TPOBOJAWUTH  yCIM  BariTHUM.  YJIbTPa3BYKOBE
CKaHyBaHHS IUTOJIa TPOBOJATH HE MEHIIE IBOX pas3iB Mia Yac
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BariTHOCTI KO>kHiM xiHIi. [lepmmit ornsan He misHime 15-16-to
TH)KHIB, APYTHH — 25-26-T0 THKHIB.

SIkmo € Ol BH3HAYCHI MOKazaHHA a1 Y3]]
(Hampukiaa, nmepeadadyBaHa peayKilis KiHIIBOK TUI0/A), TO HOTO
MpOBEACHHS MOXHa mnounHatu 3 13-14-ro TwxkHIB. VY3/I
BUKOPHUCTOBYIOTh JUISI BUSIBJICHHSI 3aTPUMKH POCTY eMOpioHa 4H
IJIOJAa, MOYMHAIOUH 3 6—8-r0 THIKHIB BariTHOcTi. MeTton MoJKHa
3aCTOCOBYBATH 1 K MPOCIIOBAJBHMIMA, 1 SIK yTouHIOBanbHUH. Lle
JI03BOJIsIE  TIoniepeauTH  HapomkenHs 1-3  mited (3 1 000
HOBOHAPOJDKEHUX) 13 CEpHO3HMMH TNPUPODKCHUMH BajaMu
PO3BUTKY, IO CTAaHOBUTH NpuOIm3HO 30 % ycixX miTel i3 Takoro
MaTOJIOTI€IO.

HocBim poOOTH  MEIUKO-TCHETUYHHX  KOHCYJIbTAIlii
3acBiluye, 10 BEJMKa KUIBKICTh 3BEpHEHb TIOB’fA3aHa 3
MUTAHHSIM TPOTHO3Y HAMIQJIKIB, 3 OIIHIOBAHHSM TI'€HETHYHOTO
pu3uky. ['eHeTmuHuii pusuk, 0O He mepeBumrye S5 %,
PO3IIHIOEThCS K HU3bKUU, 10 20 % — K miABHINEHUN 1 TTOHAT
20 % — AK BHCOKUH.

KoHcynbTyBaHHS 3 IPUBOJIY MPOTHO3Y HAIIAIKIB MOXHA
MOJIITUTH Ha AB1 BEJIUKI TPYIIH:

® TIPOCIICKTHBHE,

® DPETPOCIIEKTHUBHE.

[IpocriekTBHE  KOHCYNbTYBaHHS — 1€  HalOuIbII
e(eKTUBHUNA BUJ NMPOPUIAKTUKU CHAAKOBUX XBOPOO, KOJIU PU3UK
HApOKEHHS XBOpPOI JUTUHU BU3HAYAETHCA M€ JO HACTaHHSI
BariTHOCTI YW Ha paHHIX 1i eramax. Y LbOMY pa3l MOAPYKKS,
HampaBlieHe Ha KOHCYJbTAIliI0, HE Ma€ XBOPOi AUTHUHH, alie iICHYE
MEBHUM PHU3UK 11 HApPOJUKEHHS, IO IPYHTYETbCS HA JAHUX
TeHEAJOTIYHOI0 JIOCHTIJDKeHHS, aHaMHe3y 4M Tmepediry 1€l
BariTHOCTI.

PerpocrniekTrBHE KOHCYIBTYBAaHHSI — 11€ KOHCYJIbTYBaHHS
HIOJI0 3/10pOB’S MaOYTHIX AiT€H MIiCiIsl HApOJKEHHS B POJIMHI
XBOPOI TUTHHU.
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Emanu meouko-zenemuyno2o KOHCY1bmy8aHHs.

KoHCynbTyBaHHS TIOBMHHE CKJIQ[ATHUCS 3 JEKUIBKOX
eTamiB A TOro, 100 JIIKap-reHETHK MII' JaTd OOIPYHTOBaHY
pPEeKOMEHJAIil0 1 MIAroTyBaTd OaTbKiB 70 MPaBUIBHOTO
CHpuiHATTA nopaau. I[Ipu nbomy nepes jikapeM BUHUKAIOTh HE
JIMIIE TEHETUYH], a i MOPAJIbHO-€THYHI IUTAHHS.

Menuko-reHeTH4Ha  KOHCYJIbTAlllsl  CKJIAJA€ThCS 3
YOTHPHOX E€TAalliB: AiarHO3y, MPOTHO3Yy, BUCHOBKY, mopaau. [Ipu
IbOMY HEOOX1HE BiABEPTE 1 JOOPO3UWINBE CIIIKYBaHHS JiKapsi-
IeHETHKA 3 POJIMHOIO0 XBOPOTO.

[lepmmii  eram  KOHCYJIbTYBaHHS  IIOYMHAETBCA 3
YTOUHEHHs JiarHo3y XBopoOu. Lle BuMarae O1M3bKOro KOHTAKTYy
MK TEHETHKOM 1 JlikapeM-(axiBIeM y ramxy3i Ti€i maTtosorii, mo
€ MIPEeIMETOM KOHCYJIbTYBaHHA (aKyliep, nexiaTp, HEBPOIaToIor
ta iH.). [lo4aTKOBUM MOMEHTOM JMJIarHOCTHKU € KJIIHIYHUN
niarHo3. Y MEOUKO-TEHETMYHUX  KOHCYJbTALlifAX  JlarHos
YTOYHIOIOTH 32 JIOIMIOMOTOK) TeHETHYHOro aHamizy (mo i
BIJIpI3HAE JIIKaps-TeHeTHKa BiJ I1HIMX (axiBIiB), IIHUPOKO
BUKOPUCTOBYIOTh T'€HEAJOTIYHUH 1 IUTOTEHETHYHHIA METOIH, a
Tako)k crneuudiyHi MeToau  OIOXIMIYHOT TEHETHKH, SKi
creniaJbHO po3po0eHi Il 1IarHOCTUKY CHaJKOBHX XBOpPOO 1 HE
YaCTO 3aCTOCOBYIOTHCS Y KIIHIUHIM MpaKTHLLL.

Ha npyromy erami KOHCYJIbTYBAaHHS 3aBJIaHHS JIIKapsi-
IeHEeTUKa MOJSArae y BU3HAYEHHI PHU3MKY HApOKEHHsSI XBOPOI
nutuHd. [loyaTkOBUM MOMEHTOM € POJIOBIT 0OCTEXKYBaHOI
poauHU. ['eHeTHUHUI pU3HK BUpa)kae IMOBIPHICTH MOSBU MEBHOI
aHoMamii B OOCTeXyBaHOrO YW HWoro HamaakiB. Bix
BU3HAYAETHCS JIBOMA CIOCOOaMHU: ab0 IIISIXOM TEOPETHYHUX
PO3paxyHKIB, AK1 TPYHTYIOTBCS Ha T€HETUYHUX
3aKOHOMIPHOCTSIX, a00 33 JOMOMOTOI0 EMITIPUYHHX JaHUX.

Ha TperbomMy erami KOHCYNbTYBaHHS JIKap-T€HETHK
NOBMHEH IINTH BUCHOBKY IpPO PHU3UK BHUHUKHEHHS XBOpPOOH B
oOCTe)XyBaHUX [ITed 1 Jgath iM BIAMOBITHI PEKOMEHJAITI].
Ckiafaoun  BHCHOBOK, JIIKap BpPaxoBYe TArap CiMeHHOi
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MaToJIOTi, BENUYMHY PHU3UKY HApO/DKEHHS XBOPOi AWTHHHU 1
MOpaTbHO-CTUYHUN O1K TUTAHHS.

3aBeplIaIbHUN €Tan KOHCYJIbTYBaHHSI — IMOpaja JiiKaps-
TeHeTUKAa — BHMara€ HaHOUIbII YBa)XHOTO CTaBJCHHA. K
BIJI3HAYAIOTH JESAKI aBTOpH, Oarato 0OCTEKYBaHHMX HE TOTOBI JI0
CHOpUHHATTA  reHeTn4yHoi iHdopmamii. VYci  ocobu, sKi
3BEpPTAIOThCSA B KOHCYJBTAIlIIO, XOUyTh MAaTU JAUTHUHY 1 YEKaIOTh
BiJl KOHCYJIBTAHTIB MO3UTHUBHOI BignoBimi. Hepimko ix 3amutu
HepeaJbHl, OCKUIbKM BOHM HE 3HAIOTh MNP0 MOXKIUBOCTI
KOHCYJIbTAaHTA-T€HETUKA W OYIKYIOTh BiJl HBOTO MPAKTHYHOT
noroMord. KOHCYIBTaHT-TEeHETHK 3aBXK I TOBUHECH BPaXOBYBaTH
MOTHUBH, SIKHMH MOXYTh KepyBaTuCsi JIOAU (eMOIIHHUH,
COLIaTbHO-EKOHOMIYHHIA Ta iH.), OLIHIOBATH IHTEJEKTYAIbHUH 1
OCBITHIH piBeHb JOAMHU (MpoOaHia), MCUXOIOTIYHUM KIiMaT y
ponuHi. Jlume 3a 1i€ei yMOBH BiH MOXE JIHCHO JIOTIOMOTTH
NOJPYXOKIO B aHalizl curyarlii. PoguHa camocTiiiHO mpuiimae
KiHIIEBE PillICHHS.

VY KOXHOMY KOHKPETHOMY BUNAJKy 32 HasBHOCTI O1JIbIIe
onHoro ()akTopa pU3HKy BCi GanM JOJAIOTHCA. I pyHTYIOUMCH Ha
0aTbHOMY OIIIHIOBaHHI OOTSKIMBUX (DAaKTOpiB, € peajbHa
MOJKJTUBICTh BHPAXyBaTH CTYITIHb PH3UKY HAPOKCHHS JTUTHHU 3
BajaMH pPO3BUTKY. [IpaBuUibHE 1 CBO€YAacHE BHILIECHHS TPYIH
PU3HKY 3 TOJAIBIION il KOHCYJBTAIIEIO JO3BOJSE 3MEHIIUTH
KUTBKICTh HApOHKEHHS JITEH 13 BaJaMH PO3BUTKY.

Ha croronHi nuiie He3HayHa KIJIbKICTh POJUH (HE OlIbIIe
HiK 10 %), sikum nmoTpiOHa mopaja Jikaps-TeHeTHKa, 3BepTa€Th-
Cs 32 TaKOIO CTeIiani3oBaHoi0 jornomororo. [Ipu oMy Oinbiie
HiK 50 % HampaBleHMX Ha KOHCYJbTAIlil0 0Ci0 MaroTh Herpa-
BWIbHI TIOKa3aHHs JJi 11 IpoBeaeHHs. L[ HeBIAMOBIAHICTE MiX
BEJIMYMHOI0 TIOTEHI[IHHOTO KOHCYNIBTYBaH-HS 1 3BEpHEHHSIM 3a
HUM TIOB’si3aHa 3 JIBOMa OOCTaBMHAMU: 1) HEIOCTaTHIM piBHEM
MEAWKO-TeHETUYHUX  3HAHb Yy  JIKapiB 1  HAacCeJICHHS,
2) HeJIOCTAaTHIM PO3YMIHHSAM OpPraHi3aTOpaMu OXOPOHH 370pOB’s
3HAUEHHS MEIUKO-TEHETUYHOTO KOHCYIBTYBAaHHS SIK METOAY
poQiTaKTUKH CITIAJIKOBUX XBOPOO.
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Meauko-reHeTUYHE KOHCYJIbTYBaHHS TIOBHHHE CTaTu
CKJIQJIOBOI0 KOMIUIEKCY 3aXOJiB, CHPSIMOBAaHUX Ha OXOPOHY
3M0pOB’sl Marepi W JAWTUHU, Ha 3HWXKEHHS [peHaTaJbHOI
CMEPTHOCTI, TOMY OCOOJHMBOTO 3HAYEHHS BapTO HaJaATH
Mporaras/ii 3HaHb y rajay3i KIIHIYHOI TeHETHKH IS MPAKTHYHUX
JiKapiB aKymepiB-TiHEKOJIOTiB, HEOHATOJOTIB, HEBPOMATOJIOTIB,
TepamneBTiB, OHKOJIOTIB. BaxxiuBuM TpO(UIAKTHYHUM 3aXO070M
BUHUKHEHHS PI3HUX aHOMAJIiil y HAIa/IKiB € IMPOKa CaHITapHO-
MPOCBITHA TpomaraHiia K cepell TOPOCIOr0 HAceleHHs, Tak 1
cepen MiUITKIB, $KI CTaHYTh pPOJAOHAYATbHUKAMU HOBUX,
(bi3U9HO 1 PO3YMOBO 3/10POBUX MOKOJiHb.

Jlo 11pOro yacy CTpyKTypa r€éHOMY JIIOJIMHU BiJJOMa, IO
JIO3BOJISIE BHSIBIISITH M aHaNi3yBaTH i1HAMBIIyaldbHI TEHETHYHI
BIJIMIHHOCTI ~ KOHKpeTHOI mroauHu. J[ns iX  BUSBICHHSA
BUKOpUCTOBYIOTh MeToau III[P, cexkBeHyBaHHs Ta aHami3 3
BUKOPHUCTAHHIM MiKpouuIiB. KoXHUM 13 IMX METOJIB Ma€ CBOi
TEXHOJIOT1YHI 0COOIMBOCTI.
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