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BCTYII

CyuacHa Hayka I€HETHKH BIIKPUBAE MEpe]] HaMH 33aX0-
IUTMBUI CBIT TAEMHUIb, K1 KPUIOTHCA B HAIIMX reHaX. Y KOX-
HOT JIOJVHHM € YHIKalbHA TeHETHMYHAa KOMOIHAIliS TEHiB, sKa
BH3Hayae (Pi3UUHI XapaKTEPUCTHKH, CXUIBHOCTI JI0 TEBHUX
3aXBOPIOBaHb. METOI0 HABYAIBHOTO IMOCIOHMKA € PO3KPUTH,
OCMHCIIMTH 1 3p03YMITH BOKJIMBHHA PO3IUT Y Kypcl «Meauana
6ionoris» — «CragkoBi XBOpOOHM», 110 BUBYAIOTH CTYACHTH-
MEIMKU Ha mnepumomy Kypci. CraakoBicTh, UM CHAJKOBI YMH-
HUKU BiJIrparoTh B&KJIMBY POJIb Y PO3BUTKY YHCICHHUX 3a-
XBOpIOBaHb. PO3yMiHHS IILOTO J03BOJHTH Kpallle YCBIAOMUTH,
OIIIHUTH 1 B ACSIKUH CIIOCIO 3am00IrTH PO3BUTKY TaKHX XBOPOO.

Y HaBYaJIbHOMY MOCIOHUKY HaBEJCHO HEBEIUKY YacTH-
HY BEJIMYE3HOI Macu CHaJKOBUX XBOpoO. OxapakTepu30BaHO
TEOPETUYHI aCMeKTH eTIONorii, maToreHe3y, A1arHOCTUKH 1 Ji-
KyBaHHS CIIaJKOBHX XBOp0oO. HaBeneHo MoNeKyspHi Ta Xpo-
MOCOMHI OCHOBHU CHaJIKOBOCTI, 3aKOHOMIPHOCT1 yCHaJIKyBaHHS
O3HaK, MEXaHI3MU PO3BUTKY CIaJKOBOI MaTOJOrIi; pO3MJISHYTO
BIUIMB 30BHILIHBOIO CEpEIOBUINA Ha MOSBY CIAIKOBHX MOHO-
TE€HHUX 1 MOJITEHHUX 3aXBOPIOBAHb.

3MiCT HaBYAIBHOTO MOCIOHMKA IPYHTYEThCSA Ha aHami3i
CY4acHOI JIiTepaTypH 3 MeAn4HOi reHeTuku. HaBuanbHuit mocio-
HUK PEKOMEHJIOBAHO JUISl CTYACHTIB MEIUUYHUX BY3iB 1 KOJEIXKIB,
CTYZIEHTIB 010JIOTIUHUX (PAKYJIBTETIB, BUKJIAauiB, YUUTENIB, ali-
Typi€eHTiB. byJe KOpUCHUM 1 /U1 JliKapiB-IHTEPHIB, JIiKapiB 3ara-
JHHOI MPAKTHKH, 1 JUTSI THX, XTO IIKaBUTHCS Ta POLIMPIOE CBOT
3HaHHS 1110/10 MEXaHi3MiB PO3BUTKY CIaJKOBOI maTojorii. Teo-
pPETHUHI 3HAHHA CTaHyTh HIATPYHTAM JUISl CTYACHTIB-MEIUKIB
MiJ] 9ac BUBUYEHHS IUTOJOTrI], eMOpiomorii, MoJeKyasapHoi Oio-
Jorii, ¢i3ionorii, marogi3ioaorii Ta FeHETUKU.



PO3A1J 1
I'EHETHUKA CITAAKOBOCTI

CnaaxoBi xBopoOu (reHeTHyHi XBOpoOH, ab0 reHeTH-
YHI 3aXBOPIOBAHHS) — 1€ 3aXBOPIOBAHHS, SIKI BUHUKAIOTh YHAC-
JIOK aHOMAJIH y TeHeTUYHIN iH(pOopMaIlil, sIKa YCIIaJKOBY€EThCS
BiJ OaThbKiB. [ eHEeTHYHMI MarTepian mepenaeTbcs 4epe3 IeHH,
AK1 pO3TalllOBaHI Ha XpoMocoMmax. ['eHeTHuH1 3aXBOPIOBaHHS
MOXYTb OyTH CHPUYMHEHI MYyTalLlisIMU B I'€HAaX, XpOMOCOMaX,
TCHOMI.

OT1xe, BUAUIAIOTE YOTUPU OCHOBHI IPYNH CIIaJKOBUX
XBOPOO:

1) reHHi (MOPYIICHHS y CTPYKTYPi I'eHa);

2) TeHOMHI (3MiHEHA KiJIbKICTh XPOMOCOM);

3) xpoMocoMHi XBOpoOH (MOPYIIEHHS y CTPYKTYpi
XPOMOCOM);

4) mynbTHdaKTOpiaNbHi (3MiHHU, OB sI3aHI 3 MOpYIIe-
HHSIM CTPYKTYpHU T'€HIB 1 JII€I0 YHNHHUKIB 30BHILIHBOTO cepe-
JIOBHIIIA).

[{i xBopoOM mepenaroTbes y CIHaoK, SIKIO HE TOpY-
LIYIOTh PENPOIYKTUBHOT (DYHKIII Ta HE € JeTalbHUMU. barato
CMAJKOBUX XBOPOO XapaKTepU3YIOThCA KIIHIYHUM MOIiMop(di-
3MOM i TEHETUYHOIO TE€TEPOTCHHICTIO.

CriazkoBi XBOPOOM BHUHHMKAIOTh YHACHIOK J1€(EKTIB Y
reHax 1 XpoMocoMax, sIKi BiJIOBIJIalOTh 32 poOOTYy KJIITHH Ta
opraHiB y IojacbkoMy opraHizmi. Lli reHn mepenaroThcs Bif
0aThKIB JI0 MITE€H Yepe3 CHaJKOoBlI MeXaHi3MU. SIKI0 3MiHH BiJl-
OyBalOTbCSl B T€HaX, TO 1€ MPU3BOIUTH O PO3BUTKY T'€HHHUX
CMa/IKOBHX 3aXBOPIOBAHb y HAIAKIB. A SKIIIO 3MIiHH OB’ s3aH1
13 CTPYKTYpOIO XpOMOCOM a00 KUIBKICTIO XPOMOCOM, TO II€
XPOMOCOMHi XBOpOOH.



1.1. IIpyynHN BUHNKHEHHS CIIAJIKOBUX XBOPOO

Opni€ero 3 BaroMux MNPUYWH JUTSAY0T CMEPTHOCTI, 3a-
XBOPIOBAHOCTI Ta 1HBAJIIHOCTI € BPOIKECHI BaJ PO3BHUTKY, 32
naaumu excrieptiB BOO3, gacrora ix xonuBaetbes Big 22,7 %
1m0 50,0 % 3amexHOo Bij BU3HaueHOI KpaiHu cBiTy. Ha gymky
¢axiBuis, 40 % IUTA40T CMEPTHOCTI Ta 1HBAJIAHOCTI OB’ s3a-
HO 31 CaJAKOBUMH YMHHHUKaMHU. L{g nmpobiiema Mae He TITbKU
MeIHUYHE 3HA4YeHHS, a W colialbHE, OCKUIBKH IMOPIYHO i3
20 000 miTe#t, mo craroTh iHBamigamu, mpuoim3Ho 5000 mae
BPOJDKEHI aHOMaJTii PO3BUTKY.

B ocHOBI criazikoBuX XBOpoO JekaTh MyTallii.

MyTauii — e BUIaaKoBi, CTPUOKONOAIOHI, HECTIPSIMO-
BaHi 3MiHu B JIHK, siki MOXyTh BUHMKATH BHACIIIOK TTOMHUJIOK
miJ 9ac PO3MHOXKEHHS KIITHH a00 uepe3 BIUIMB 30BHILIHIX
YUHHHKIB, TAKUX SIK pajiallis, TeMIeparypa, OTpyeHHS TOKCH-
Ham# 200 TIEBHUMH JIIKAMH; 32 YMOBH [Iii O10JIOTIYHUX YMHHU-
KiB (Bipycu, OGakrepii, Haimpocrimii, rensminTu). Lle Oyap-ski
3MiHH B TEHOMI OpraHi3My, sIKi IepelaloThCs y CHa/loK, 3MiHa
CHaJKOBOTO Marepiany — HykieoTuaHoi mocuigoBHocTi JJHK,
CTPYKTYPH XpOMOCOM ab0 KITBKOCTI XpomocoM. Ha po3BuTOK
MyTallii BILIMBaIOTh €K30TE€HHI Ta €HJOT€HH1 YNHHUKH.

Ex30reHni YMHHUKH, 110 AIFOTh HA PO3BUTOK MYTaIliid,
€ JOCUTh PI3HOMAHITHUMH, iX IIIe HA3WBaIOTh MYTareHaMHu.
MyTarenu noaUISIOTECSA Ha rpynu: (pi3uyHi, XiMiuH1, 010J10T14-
Hi (puc. 1.1).

Dizuyni:

— panianiiiHi (i0Hi3yBaJbHE BUIIPOMIHIOBAHHS IPH3-
BOJAMTH JI0 BPOKEHUX BaJl PO3BUTKY HEPBOBOI CHCTEMH, TAKUX
SIK IOPYILEHHS MieJiHi3alii, Mikporedartis);

— TeMIeparypHi;

— MexaHivH1 (Hampukiajd, TpaBMHU Mij Yac BariTHOCTI,
aAMHIOTHUYHI 3POIIEHHS, 10 MPU3BOAATH 0 MEPETSKKUA KiHIII-
BOK TIJIO/Ia, MaJIOBOJI/sI, BEIMKA MiOMa MaTKH, 1[0 3aBayKa€ HO-
PMaJIBHOMY PO3BUTKY ILIOJIA, TOIIO).
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Pucynok 1.1 — Knacudixkarist Mmyrarenis

Ximiuni:

— MPOMHCIOBI BUKHUIHU, BaXKi MeTanu (pTyTh, CBH-
HEIlb, KaaMiii Ta iH.);

— CUIBCBKOTOCIIOIAPCHKI OTPYTH, a TAKOXK MECTHUITUJIH,
IHCEKTUIUIM, MiHEepaJIbHI JJOOPHBa,;

— NpoaykTH HadTOmepepoOIeHHsI 1 HEMOBHOTO 3r0-
PSHHSI TATMBHO-MACTHIILHUX MaTepiaiB;

— mnpodeciiiHi MKiMBOCTI, TOB’sA3aH1 3 XIMIYHIM BH-
POOHHIITBOM;

— JIIKapChKl Tpernapatd (aHTUKOAryJSHTH, MPOTUITYX-
JIMHHI 3aCO0M, aHTUMETA0OJITH, AaHTHOI0TUKH);

— TOKCHYHI PEYOBUHH: AIKOTOJb, HAPKOTUKH (MOXYTh
BUKIIUKATH y IJI0Ja PO3BUTOK (DETANLHOTO alKOTOJBHOTrO abo
HapKOTHYHOTO CHUHAPOMY), TIOTIOHOBHM UM (KypiHHS Marepi
MO>Ke TIPU3BOJIUTH JI0 BiZICTaBaHHS (PI3UYHOTO PO3BUTKY III0JIA);

— TOpYLIEHHsS. OOMIHY PEUOBUH Y BariTHUX KIHOK (11y-
KpOBHIA J11a0eT, 3aXBOPIOBAHHS IIUTOMOI0HOT 3a7103H, AEPIIIUT
HE3aMiHHUX aMiHOKHCIIOT, BITaMiHiB, MiHEpaiB).

bionoziuni:

— BipycH;

— MpPOTO30iiHi 1HBa3ii;

— 130IMyHIi3alis.

Cepen 010JI0TIYHUX YMHHUKIB OCOOJMBE 3HAYEHHS Ma-
I0Th BIPYCH IIUTOMETallii Ta KpacHyxu. Y JiTeH, gki iHpikoBaHi
[IUTOMETAIOBIPYCOM, MOYKHA CIIOCTEpIraTH: TenaTocIuieHOMe-
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raJiis, HU3bKa Bara Iij 9ac HapOJKCHHS, )KOBTSHUIIS 1 TEaTUT
HOBOHAPOJDKEHUX, Mikporiedais, TpoMOOIMTONEHis, MMaxoBa
IpUXa, TOJNIKICTO3 HHUPOK, aTrpesis JKOBUHUX NPOTOK. Y pasi
3aXBOPIOBaHHS Ha KPACHYXY B MEPUIOMY TPUMECTP1 BariTHOCTI
MOJKE€ PO3BUHYTHCS eMOpIOmnaris, sika MPOSBISETHCA MIKPOOd-
TajbMI€l0, CYOTOTAJIbHOIO KaTapakTOKo, TIYyXOTOK, BaJdaMH
cepis.

BimoMi reHeTHYH1 3aXBOPIOBAHHS, SIKI BUHUKAIOTh YHa-
CIIIZIOK MyTallii 0JHOrO reHa (MOHOT€HHI XBOpPOOH), a € TaKi, Ha
PO3BHTOK SKHUX BIUIMBAIOTH 0AaraTo reHiB i cepemoBwiine (IoJri-
reHHi a0o MynbTH(aKTOpiabHI XBOPOOH).

MoHoreHHi XBOpoOM — 11¢ 3aXBOPIOBaHHS, CIIPUYHHEHI
nedexrom abo MyTami€l0o B OAHOMY KOHKpeTHOMY reni. Lli
XBOpOOU MOXKYTh OYTH yCHaJKoBaHi BiJl OAaThKiB 1O AIiTEH Bil-
MOBIHO JI0 KOHKPETHHUX MPABHWJI yCIAIKyBaHHS, SIKI 3aJIe)KaTh
BiJl TUIy TEHETUYHOTO Je(EKTY.

OCKUTBbKH T€HU MEePEIA0ThCS BiJl OATHKIB 10 HAIIAJIKIB,
TO CIAJKOBICTh MOXe OyTH TIepenaHa BiJ OJHOTO MOKOJIHHS
710 1HIIOTO. SIKII0 OMH 13 6aTHKIB Ma€ TEHETUUHY XBOPOOY, TO
WMOBIpHICTD ii TIepeaHHs HAllaJAKaM 3aJeKUTh BiJ TOTO, YH
BOHU € T€TEPO3UTOTHUMH 200 TOMO3UTOTHUMHU JUIS IIi€1 XBOPO-
0u, TaK0X TOMIHAHTHOIO UM PEIIECUBHOIO € XBOPOOa.

SIko 0aTbKO 200 MaTH € TOMO3UTOTHUMM IS JIOMIHA-
HTHOTO TeHa, SKUW BIJNOBiNa€ 3a CIAIKOBICTH XBOPOOH, TO
HMOBIpHICTh TepeiaHHsl XBopoOu HamaakaM ctaHoBuTh 100 %.
Sxm1o x 6aTbKO 1 MaTH € TE€TEPO3UTOTHUMH ISl IIbOTO T'eHa, TO
HWMOBIpHICTb NepelaHHs XBOpOOHU HalllagkaM CTaHOBUTH /5 %.

3a nokaimizalfi€ero Ta XapaKTepoM O3HAaKU PO3PI3HAIOTH
TaKi THITN yCMaJKyBaHHSI MOHOTEHHUX XBOPOO:

1. Aymocomno-oominanmue ycnaoKyeamHs. IOCTaT-
HBO, 1100 OAMH 13 OATHKIB MepeaB neeKTHU reH, 00 TUTH-
Ha yCIaJKOBYBala I[f0 XBOPoOy. XapaKTepUCTHKA:

1) KoXxeH XBOpHIA Mae Xxoya O OJTHOTO XBOPOTo 3 OATHKIB;

2) npuOJIM3HO MOJIOBHHA JIITEH XBOPOTo OaThKa XBOPA;
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3) 00uBi CcTaTi BpaXKarOThCs 3 OJTHAKOBOIO YaCTOTOIO;

4) XBOpi YOJIOBIKH ¥ KIHKH OJHAKOBOIO MIpOI0 Iepe-
JIAI0Th O3HAKY CUHAM 1 IOUKaM;

5) y HOpManbHUX HiTeH XBOPUX OAThKIB yci JiTH 3110-
poBi (puc. 1.2).

Autosomal dominant Autosomal recessive

Unaffected 'J 1 Affected Carrier Carrier
parent -~ parent parent parent
\\ \
{ r] ‘,
._ ] ',
2 .l‘\S
L
(f M |! 'A {
Hl |J l\ l\
I 1 ; \
\ " i‘l
ll | L)Y

Unaﬂected Aﬂec(ed Aﬂ‘ecled Ur\aﬂected Unaﬂec(ed Camet Came' Affected
child child child child child child child
[] Unaffected E g:ﬁ?:rded
Affected
n W Affected

Pucynok 1.2 — AyrocoMHO-7IOMIHaHTHUH
Ta ayTOCOMHO-PEIIECUBHUI TUII yCIIaJKyBaHHS

1. Aymocomno-peyecusne ycnaokysanus. 0aTbK1 XBO-
pOi IUTUHM TOBHHHI OyTH HOCIIMH a00 XBOPUIM Ha 1€ 3aXBO-
proBaHHS; icHYe 25 % HMOBIPHOCTI, 110 TUTHHA 3I0POBUX OaThb-
KiB — HOCIiB XBOPOOU TaKOX 3axBopie. XapaKTepUCTHKA!

1) GaThKH ¥ OLIBII BifgaNeH] IPEIKH XBOPOTO, a TAKOK
Horo niTv 3a3BHYail 37J0pOBI;

2) nipubmu3Ho 25 % cubCiB XBOPOTO TAKOK XBOPI;



3) 00uBi cTaTi BpaXKaroThCsl OJTHAKOBO YacTO;

4) o3HaKa MOYKE TPAILUIATUCS B OIYHUX TiJIKAX BEITHKOTO
poaoBoay;

5) y xBopux 0aTbKiB yci 1iTH XBOpi (IuB. puc. 1.2).

2. X-3uenniene 0oominanmue ycnaoKyeanus. Xapaxkre-
pUCTHKA:

1) KoXeH XBOpHii Ma€ xo4da 6 OJIHOrO XBOPOro 3 OATHKIB;

2) CMHH XBOPOTo OaThKa i 30pOBOI Marepi 310pPOBi, a
JIOYKU XBOPI;

3) mosioBHMHA JiTel XBOPOi MaTepi XBopi (000X cTareii);

4) KiHKY BJBiui YacTillle BPaKeHi, HIXK YOJIOBIKH, ajic B
HUX XBOpoOa nepeOdirae Jerie, OCKUTbKHA BOHH T€TEPO3UTOTH;

5) SIKIIO TeH € JICTaIbHUM JJIS TEMI3UTOT, TO BCI XJIOM-
YUKW TOMHPAIOTh, @ XBOPIIOTH TUTBKY JAiBuaTa (puc. 1.3).

X-linked dominant

Unaffected | Affected | Affected {7 Unaffected
father —~ —, mather father AL maother

) || | ol
|i Y in i I:I T

” o g o

_IUnaﬁ‘ectEd |_ Unaffected
B Affected B Affected
Moter some X-linked domirant disorders are embryonic lethal in males, and most afioct fermales less sovarcly.

Pucynok 1.3 — X-34ernseHe JOMiHaHTHE YCIaKyBaHHS
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3. X-3uennene peyecuene ycnaokyeannsa. Xapakre-
pHUCTHKa:

1) ypakeHi Maiike BUHSITKOBO YOJIOBIKH;

2) ypaxkeHa MPUOIU3HO IOJIOBHHA OpaTiB XBOPOrO Yo-
JIOBIKa, a HOTO CECTPH 3/I0POBI;

3) y XBOpPOro 40JIOBiKa MOXKYTh OyTH XBOpI pOIUUi 1O
MaTEepPUHCHKIH JiHiT;

4) XBOpHIi YOJIOBIK IEPEIAE CBiil MATOIOTTYHHUIA ICH YCIM
JoYKaM (BOHU — FeTEPO3UTOTHI HOCIMKHM), ajie HIKOMY 13 CHHIB;

5) 6aTbkO0 XBOPOro 4YOJIOBIKAa 3BHYAlHO 370pPOBHIA, a
XBOPOI JKIHKU 3aBXKIH XBOPHIL:

6) y xBOpoi marepi BCi CHHH XBOpi, IPHYOMY y XBO-
poi MaTepi i 310poBOro OaThKa BCi IOYKU 37J0POBI;

7) y MaTepi-HOCIHKH 1 XBOpPOro 0arbKa IOJIOBUHA JiTEil
XBOpa HE3AJICIKHO BiJI CTATI;

8) 31opoBHii YOJOBIK XBOpOOY HalllaJKaM HE IMepejac
(puc. 1.4).

X-linked recessive

Unaffected &% Camier Aftected Unaffected
father r‘_'l L. maother father . maother
g e |I K}

i ul Af 0)) i [ ]
[ '| | |“ i [
Xy X Xy
I _m B
|
’ 11':91 | I ’ 1149 gpjlil
i J l | l ! !. li |'I
Llnag_‘md dgﬂ““f .ﬂ.—ucmd Urﬂ;ﬁmd -&;wr U‘mcmd m‘mr
[ Ureiocted [ Uraizcted
I Camicr W Carrier
W ASected W ASected

Mioter a few cammiens may be mildly afiected dus to shewed X-inactivation.

Pucynox 1.4 — X-34uernieHe perieCuBHE yCIaIKyBaHHS
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PeniecuBHi 3ueruieHi 3 X-XpOMOCOMOIO O3HAKH BHSB-
JISTFOTHCSI 3HAYHO YaCTilIe B YOJIOBIKIB, HIXK y JKIHOK, YHACIIJJOK
TeMI3UrOTHOTO cTaHy. OCKIIBKHY HAEThCS MPO PIAKICHI O3HAKH,
HaWiIMOBIpHIII IUTFOOH 3I0POBOTO YOJIOBIKA 31 3JI0POBOIO XKiH-
KO0 a00 >KIHKOIO-HOCi€M; B 1HIIOMY pa3i B MOJOBHHHU CHHIB
BHSIBJISITUMETHCS TIATOJIOTIS, a BCl IOHBKH OYAyTh (DEHOTHITHO
3I0POBHUMH.

BaxxnuBo 3HaTH, 010 CHagKkoBi XBOPOOU MOXKYTh BUHH-
KaTH SIK YHACHIJIOK YCIaKyBaHHS Je(EKTHUX TeHIB Bl OJJHOTO 3
0aThKiB, TaK 1 BHACTIJOK yCIaJIKyBaHHS iX BiJl 000X OaTbKiB.

4. Y-3uennene ycnaokyeanus (2onanopuune ycnaoky-
eéanns). XapakKTEpUCTHKA:

1) ypakeHi BUHSTKOBO YOJIOBIKH;

2) 6aTbKO XBOPOIO YOJIOBIKA 3aBKIH XBOPHIA,

3) yci cHHH XBOPOT'O YO0JIOBiKa XBOPi (TOOTO O3HaKa Iie-
penaeThes 6€3MocepeIHbO Bil XBOPOro O6aThKa 10 CHHA);

4) yci Opatu XBOpOro 4ojioBika xBopi (puc. 1.5).

3a3BuYail ayTOCOMHO-JOMIHAHTHI XBOPOOU BHSIBIISIFOTh-
Csl MEHIII TSDKKUMH, HIXK ayTOCOMHO-PELIECHBHI, 1110 MOYKHA TOsI-
CHUTH TMPHUPOJHUM BiIOOPOM: TSDKKI Ta JI€TalbHI JOMIHAHTHI
MOTBOPHOCTI BUSIBJISIFOTBCS OJJpa3y i HE JAIOTh 3MOTH iXHbOMY
HOCI€B1 JOKUTHU 10 TIOBHOMITTS YH, HaBiTh, HApOAUTHCA. BoHM
BIJIPI3HAIOTHCS TAKOK HEMOBHOIO MEHETPAHTHICTIO Ta 3HAYHOIO
(EeHOTHUIOBOIO MIHJIMBICTIO (PI3HUM CTYIEHEM EKCIIPECHBHOCTI).
AyTOCOMHO-PELIECUBHI 03HAKU MPOSBISIOTHCS JIMIIE 32 YMOBH
HUTI00Y JIBOX I'€TE€PO3UTOT, TOMY MEPEBaKHO BUSBIAIOTHCS 3a
YMOBH OJIU3bKOI CIIOPITHEHOCTI OaThKIB; IJIs1 HUX XapaKTepHa
HEPIBHOMIPHICTh MOLIMPEHHS Cepell Pi3HUX HALlIOHAJIbHOCTEH
(manpuknan, GeHiIKeToHypis, xBopoba Tes — Cakca).

BinpiiicTe MOHOTEHHHUX XBOpOO IMOB’si3aHa 3 OOMIHOM
pedoBuH. [leski mpuKiIagu HUX XBOpOO — rajakro3emis, ppyk-
TO3eMisl, MYKOBICIIU/I03, CEPIONOAIOHOKIITHHHA aHeMisl, XBO-
pob6a Tantinrrona, HeipodibpomaTo3 Tomo. Koxkna 3 mmx
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XBOpOO MOB’s13aHa 3 KOHKPETHUM T€HETUYHHUM Je(PEeKTOM 1 Mae
CBO1 XapaKTEePHI KJIIHIYHI MPOSBH.

Y-linked
Affected O Unaffected
father Py mother
| 1
LRl
| ¥
[
Nl
] XX
(3
/' i'.\

| |
XY

L ] Lo XX
naffected Affected Unaffected
daughter son daughter

[] Unaffected
B Affected

Pucynok 1.5 — Y-3ueruiene perecuBHe ycnaiKyBaHHS

binpmiicTe cnaakoBUX XBOpPOO MarOTh KOMOIHOBaHE
(MynbTH(aKTOpiaNbHE, TTOJITCHHE) MIOXOKEHHS, TOOTO BOHH €
pe3yabTaTOM CHIUIBHOIL Jii TEHETUYHHX 1 TePATOreHHUX YWHHH-
KIiB 30BHIIIHKOTO cepeqoBHIa. [le CTMHHOMO3KOBI TpHXKi, TTOB-
Ha a00 MaiKe MOBHA BIJICYTHICTh TOJIOBHOTO MO3KY, BPOJIKEHI
Baau cepls (Ae(eKTH MIKIUTYHOYKOBOI Ta MiKIepencepIHol
MIEPETOPOJIOK CEPIIs), ACSIKI yIIeTuHU ryou Ta miaHe6inHs. ['o-
JIOBHA NMPHUYMHA iXHHOIO BUHUKHEHHS — 1€ MyTallii TeHiB. Aje
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BOHM HE IHIIIIOIOTH NEBHY Baay PO3BUTKY, a JulIe (HOPMYIOTh
I1JIBUILICHY YyTJIMBICTh eMOPIOHA 10 TEPATOrCHHUX YNHHHUKIB.

MynbTHdakTopiaibHi (MOJIIreHHi) XBOpoOu — 1€ 3aXBO-
pIOBaHHS, SIKI CIPUYMHEH] BIUTMBOM JICKIJIBKOX TE€HIB pa3oM i3
HABKOJIMIIHIM CepeNoBHIIEM. Y IbOMY pa3i KOXKEH i3 TeHiB
pOOUTH CBill BIACHHUI BHECOK Yy CXHJIBHICTh /10 3aXBOPIOBAHHS,
aJie )KOJIeH 13 HUX caM CO0OI0 HE € JIOCTaTHHOIO MIPUYUHOIO IS
PO3BUTKY XBOpOOH. PU3MK pO3BUTKY 3aXBOPIOBAHHS 3aJICKUTh
BiJl CyMH PU3HKIB, OB’ 3aHMUX 13 KOXKHUM 13 T€HIB, a TAKOXK BiJI
B3a€MOJI1 TeHIB MK CO0O0I0 Ta BIUIMBY 30BHINIHIX YMHHHKIB
(HampuKIIaa, HABKOJIMIITHBOTO CEPEAOBUINA, XapUyBaHHS, CIIO-
cO0y XKUTTS TOIIIO).

Jlexinpka mpuUKIagiB MynbTU(AKTOPIATBHUX XBOPOO:
mu30QpeHis; aprepiaiibHa TIMEePTOHIs; IYKPOBUN AiadeT apy-
roro TUIy (CIpUYMHEHHH BIUTMBOM 0araTthOX I'eHiB, SIKi BILTH-
BalOTh Ha IHCYJIHOPE3UCTEHTHICTh 1 (DYHKIIIO MiJIUTYHKOBOL
3amo3u). Taki 3aXBOPIOBaHHS CKJIQJIHO MEPeI0avYnTH 1 JiarHoC-
TYBaTH, OCKUIbKH BOHHM MICTSTh 06arato reHeTHYHUX YMHHUKIB 1
nito cepenoBuina. JlocmiKeHHsS B Taly31 TeHETUKU Ta TEHOMIKH
JIONIOMAararoTh PO3yMITH CKJIaJHI MEXaHI3MM IIUX XBOPOO 1 po3-
PpOOGIIATH HOBI MiIXOM IO TXHBOTO JIIKYBAHHS Ta MPOQIAKTHUKH.

[Tonag 60 HO305OTIYHUX (OPM TOMIHAHTHHX 1 peLecH-
BHUX T€HHUX XBOPOO CYNPOBOKYIOThCS pO3yMOBOIO BiACTai-
CTIO 1 MPUHAWMHI OIMH 13 TaKUX PELECHUBHMX I'eHiB (y rerepo-
3UroTHoMy ctani) MictuTh 30 % HaceneHHs. bauspko 23 %
yCiX BHIAJKIB PO3YMOBOi BIACTAlOCTI KOHTPOJIOIOTH TI'€HH,
JIOKaJIi30BaH1 Ha CTATEBUX XPOMOCOMAX, 1 TPAIUISIIOTHCS TIepe-
BaXXHO Y XJIOITYMKIB.

CragkoBa TaToJIOTisI Mae Ty)Ke BEJTMKE 3HA4YEHHS. 3a Ja-
numu BOO3, mopiuyHo 61u3bK0 2,7 MIIH JiTEH y CBITI MOMU-
paroTh BiJ BpPO/KEHUX Baj po3BUTKY. B YkpaiHi i Baau Tpar-
nsitoThes Outbin HiX y 2300 BunaakiB Ha 100 Tuc. HApOIKEHUX
KUBUMH HEMOBJIAT. KiIbKICTB TX IIIOPOKY 3pOCTac.
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1.2. MosiekyJIsIpHi OCHOBM CIIQIKOBOCTI

MonekymsipHi OCHOBH CIIaJKOBOCTI TMOB’s3aHI 3 Iepe-
JAHHSIM TeHEeTHYHO1 iH(opmMarllii Bij OaThKIB 1O HAIIAJIKIB 4e-
pe3 IHK. 'enernuna indopmarrisi Mmae Benude3He 3HAYCHHS B
Olosorii 1 BMBYEHHI JKUTTEBHX TNpoleciB. BoHa MiCTUTBCS B
TeHaX, sIKi CKJIaNaloThes 3 MOCHigoBHOCTI Hykieotunis JTHK.
KosxeHn reH micTtuTh iHpOpMaIliI0 PO CHHTE3 MEBHOro OijiKa
abo PHK.

Peanizariis reHeTnuHOi iHMOpMAaIlii € CKIIaJIHUM TpOIIe-
COM, IIO MICTHTh Yy cOOl BEJHMKY KUIBKICTh MOJICKYJISIPHHUX 1
kinituHHUX nporeciB. Came JIHK Bukonye Taki ¢yHkmii, sk
nepefanHs, 30epiranHs Ta BUKOPUCTAHHS T€HETUYHOI iHQOp-
Marii. i ¢pynuxuii JJHK nos’si3aHi 3 TakuMu KJIITHHHUMHU TPO-
[ecaMu, SIK peraparis, peruTiKaisi, TPAaHCKPHITLS 1 TPAHCIIALs
JIHK (ta6xa. 1.1). g indopmariis Mmae OCHOBHE 3HAYCHHS IS
PO3yMiHHSI JKUTTEBHUX SBHII 1 MEXaHI3MIB Yy CBITI 610J10T11.

Tabmuus 1.1 — Bzaemo3B’szok  ¢ynknin  JHK
1 KIIITHHHUX MPOLIECiB

. KniTunnuii npouec,
@ynwuis THK o 3abe3neuye gpynkuivo JHK
30epiranHs iHpopmarii Pemnapamis JIHK
[lepenanns iHpopmarrii Permikaris JHK
Perynsmis xmituHHUX mpotieciB | TpaHckpuIis i TpaHCIAIis

OCHOBHMI KOHUENTYyalbHUI NPUHIMI, SKUA ONHCYE
NOTIK TeHeTWYHOI iHopMmalii B XUBUX OpraHizmMax, — Ie
LleHTpadbHa J0rMa MoJeKy/sapHoi Giomorii. [i cdopmymosas
@pencic Kpik 1 Ixeiimc Yorcon y 1957 poui. Llentpanbha
JIoTMa MOJIEKYJISIpHOT 010J10T11 HATOJIONIYE, 10 TOTIK 1H(OpMa-
i1 B )KMBUX OpraHi3aMax MOe BiIOYBaTUCS MK HYKJIETHOBUMHU
KHCJIOTAaMHU Ta BiJ] HYKJIETHOBUX KHCIIOT JI0 OUIKIB, ajie HE MOXKeE
MIPOXOJIUTH BiJT OUIKIB 10 HYKJIETHOBUX KUCIOT (puc. 1.6).
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¥ ’ Tpanckpunuis N
PHK-nonimepasa TpaHcnsauis

z . EIﬂOK
3BOpOTHA BNacTMBOCTI KOXHOrO Biska BU3HAYAOTLCA
Pennikauis TpaHckpunyin W0r0 aMiHOKMCNIOTHUM CKNAA0M,
OHK Peseprasa 33KOA0BAHMM NOCNIAOBHICTIO HYKNEOTHAIB
AOHK-nonimMepa3sa AHK

Binok - peuinieHT reHeTuyHoi iHdopmauii

Pucynoxk 1.6 — OCHOBHM LEHTpaJIBHOI JOTMU
MOJIEKYJISIpHOT Oioorii

[lepenanns renetuanoi iHopMmariii BigOyBa€eThCs yepes
nporec perntikamii JIHK, xonu nBi autku JJHK posainstorbest
Ta CIYTYIOTh MATEPUHCHKHMH IIA0JOHAMU Il CHHTE3y HOBUX
nutok /IHK. HoBoyrBopeni Hutkn JJHK MaroTs mocmitoBHICTH
HYKJICOTH/IIB, sIKa 30iraeTbcsi 3 IMOCIHIJOBHICTIO HYKJICOTHIIB
MaTEPUHCHKIX HUTOK.

KoxeH reH MICTUTh NMOCHIAOBHICTh HYKJIEOTHUIIB, sSKa
KoJye meBHUM Oiok. L5 mociiioBHICT HYKJICOTH/IIB Ha3HUBa-
€Tbcs KOOHOM. KomoH ckianaerbes 13 TPbOX HYKJIEOTHIIB,
KOXEH 13 IKMX MO)Ke OyTH OJHUM 13 YOTUPHOX MOXKIIMBUX HYK-
neotuniB: aneHiH (A), Tumid (T), ryanin (G) abo uurozus (C).
JIBa KOMIUIEMEHTapHI OJIMH OJAHOMY JIAHIIOTH YTBOPIOIOTH BO-
IHEB1 3B s3KH: ajieHIH-TUMIH (AT) ta ryanid-uuto3uH (GC), gxi
3aKpYy4YIOTHCS i YyTBOPIOIOTH MO/BIMHY CHipallb.

IMapu AT i GC Ha3uBarOThCS KOMILJIEMEHTapHUMHM Ta-
pamu. BoHu yTBOpIOIOTH MOABIMHMI TeNiKaJbHUN JIAHIIOT
JIHK, saxwuii BUTIsAga€ K CXOAWHKH CXOAWHOK. Ll monBiiiHa
CTpYKTypa € xapakTepHor ocoosusictio JJHK (puc. 1.7).
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HA © Carbon
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Pucynok 1.7 — Crpykrypa JTHK

Monekyna PHK mae onmHocmipaneHy ctpyktypy. o ii
CKJIay 3aMiCTh TUMIHY BXOIUTh ypauui (U), a 3aMICTh 3aIMILIKY
Je30Kcupudo3u — pubo3a). 3anexHo BiJ (YHKINH, SKI BUKOHYE
Mmorekyna PHK, po3pizHstoTs Taxi ii Buau (tadsm. 1.2).

['eneTnuHa iH(popMarlis 3a3BU4ail KOTY€EThCS Y BUTIIAIL
nociigoBHocTe HykaeoTuAiB y monekym JIHK. Ileit mpouec
Ha3MBAETHCS TpaHCKpuILieto. 3a qornomororo Gpepmenty PHK-
noJiiMepasu resetudHa iHpopmauis nepenocutses 3 JJHK Ha
PHK. I'enernuHna iHpopMallisi NepeHOCUTHCS Bif siipa KIITUHU
(B eykapioTHUHHMX KIITHHAX) a00 BiJ HEHTPAIHLHOTO PErioHY
KITHHU (Y TPOKApiOTMYHUX KJIITHHAX) 10 pudocoM, Jie Bij-
OyBa€ETHCS IPOIIEC CUHTE3Y O1JIKIB.

Hacrymawuii etan cuHTe3y OlKa — TPaHCIHSIIS, SKa Bif-
OyBaeThCs Ha puOOCOMax y LIUTOILIA3MI, Jie 1HpOpMalLlis, 3aK0A0-
BaHa B M-PHK, nepeBotMThCsS B aMiHOKMCIOTHUIM JIAHIIIOT.
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Tabmuusg 1.2 — Buau Ta Gpynkuii PHK

Buau PHK Poawip DyHK1Lis
Yy HYKJIe0THAAX

MIepEHECECHHS
M-PHK (MRNA) — iHpopmanii
iHpopManiiHi PO NEPBUHHY
(matpuuni) PHK 100-100 000 CTPYKTYpY OLIKiB
(8085 % y iiTuHi) Bix JJTHK mo micup

CHHTE3Y OiJIKiB

3abe3meuye
T-PHK (tRNA) — MePEHECCHHS
tpancnoptHi PHK 7090 AMIHOKHCIIOTH
(10-15 % y miTuHi) 1o pudocomu Ha M-PHK

ITiJ] 9ac TPaHCISI{

0epyTh y4acThb
p-PHK (rRNA) — y dopmysani
puGocomni PHK 100-500 000 | ANTMBHOTO UEHTPY

pubocommu,

(3-5 % y kuiTHHI)

JIe BiIOYBa€ThCS MPOIIeC
OiocuHTE3y OiKa

ra-PHK (hnRNA) —

Mmae B 10 pazis

reTeporeHHa sigepHa giZI?I?OBHOCTeﬁ nonepeanuk M-PHK
PHK Hix 3pina M-PHK

ms-PHK (SnRNA) — 100-300 MIEPETBOPECHHS

mana siepaa PHK rs-PHK y M-PHK
msap-PHK OioreHes i Moaudikarii
(snoRNA) — maa 100-300 p-PHK, dopmyBanus
simeprieBa PHK pubocom

Tpancnsuisa — cunre3 6inkiB Ha M-PHK i3 nonmomororo
pubocom abo mepenucyBaHHs iH(oOpMarllii 3 MOBU HYKJIEOTH-
niB Ha M-PHK Ha moBy aminokucnor y nentuai. Habip tprox
HYKJIEOTUIB KOAYE aMIHOKHCIIOTY, LI HAOOpH Ha3MBAIOTHCS
KoZloHaMH. PuOOCOMH 3UYUTYIOTH MOCIHIJOBHICTh TPHILIETIB
HYKJIeoTuIIB (ko/1oHiB) Ha Mosiekynai M-PHK 1 npueanyrotsb
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BIATIOBIIHI aMIHOKHCIOTH, sIki moctaBistitoTe T-PHK. Awmino-
KHCIIOTH MOTIM 00’ €IHYIOTbCS B MOJIMENTHIHUN JAHIIOT, 10
YTBOPIOE O1JIOK.

I'eneTnyna iHGOpMAIliS MOXKE 3MIHIOBATHCS Yepe3 MYy-
TaIii, SKi MOXYTh BHHHKATH BHACJIJIOK MOMIJIOK ITiI 4ac KO-
niroBanHs JJHK a6o BBy 30BHIMHIX YnHHKKIB. [li myTarii
MOXYTb TMPU3BOAUTH JI0 PI3HOMAHITHOCTI T€HETUYHOI iH(pOP-
Mallii Ta CIPHUATH IIPoLIecaM €BOJTFOITIT.

[ndopmaniiHuil MOTIK y XKUBUX KIITHHAX CIPSMOBa-
HUW Ha mepefaHHs reHeTnyHoi iHdopmanii (reniB) Bix JJHK
mo PHK, a morim Bimx PHK go OinkiB. BaximBo Big3HA4YWTH,
o s JOoTrMa HE BPaxOBYE MOXIIUBOCTI 3BOPOTHOTO MOTOKY
iH(popmaii (3 6ukiB 1o PHK a6o JIHK), a Takox HE BpaxoBye
1HIII aCMeKTH peryisiii reHeTuyHoi iHdopMarllii, Taki K eri-
reaeruka. lleHTpasbHa qOorMa MOJIEKYISIpHOT 610JI0Tii € OCHO-
BOMOJIO)KHUM MPUHIIUIIOM Y PO3YMIHHI MOJEKYISIPHUX OCHOB
KUTTSI 1 CTajla OCHOBHHUM €TaIlioM Y PO3BUTKY 0i0JI0Tii.

I'en — ninsuka monekynu JIHK, mo mictuts iHpopma-
uiro s curtedy PHK, BimnoBimae 3a (opmyBaHHS meBHOT
eJleMeHTapHo1 o3Haku. Lle enemeHTapHa, (YHKLIOHAIBHO He-
MOJUJIbHA OJIMHUIA CHAJKOBOCTI, L0 IMEpelae TeHEeTUYHY 1H-
¢dopmarliro 3 NOKOJIHHA B MOKOJIHHA. ['eHU KoayroTh iH}Op-
Mallito, fika BU3Ha4Ya€ XapaKTePUCTUKU OpraHi3My, Taki siKk Horo
¢enorun. CrnagkoBiCTh 3yMOBJICHA YCHAJKyBaHHSIM TI€HETHY-
HUX BaplaHTIB (ayieseil) BiJ 0aTbKIB A0 HAILAJKIB.

AJiesli — pi3HI CTaHM OJHOTO TreHa (T€HHOTO JIOKYCY),
pO3MillIEHI B OJHAKOBUX JUISHKaX (JOKycax) TOMOJIOTTYHHX
XpOMOCOM, SIKi BIIPI3HSAIOTHCS MiXK COOOI0 MOCIIOBHICTIO HY-
KJIEOTUIIB. B 0o/HIN XpoMOcOMi HasiBHUM TIIbKU OJUH ayeib.
AnenbHI TeHH OOYMOBIIOIOTH (DOPMYBaHHS albTEPHATUBHUX
O3HaK, TOOTO pi3HUX (KOHTPACTHHUX) BapiaHTIB MEBHOI O3HAKH,
HaMpUKJIIaJl, 3eJIEHOTO 1 JKOBTOT0 3a0apBlIeHHs HACIHHS TOPOXY.
Axmo Ha 000X XpoMocoMax OAHIET Mapu HASIBHUN OJHAKOBUMN
ajienb reHa, TO Taka 0co0a HA3WBAETHCS TOMO3UTOTHOIO IS
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IILOTO TeHa. SIKIo Ha 000X XpoMOCOMax HasiBHI Pi3HI ajnei reHa,
TO Taka 0co0a HA3UBAETHCS T€TEPO3UTOTHOIO ISl LIbOTO T'eHa.

3MiHM B Te€Hax, Taki SK MyTalii, MOXXYTb BHHHKATH
BHACIIIOK moMmIIoK mia yac perutikaiii JJHK a6o yepes BruiuB
30BHIIIHIX YMHHUKIB, TAKHX SK pajiaiis abo TOKCHYHI pedo-
BHHHM. SIKIO Taki 3MiHM BigOyBarOThCS B T€HAX, SKI BiMOBI-
JAr0Th 32 (PYHKIIIOHYBaHHS KIITUH ab0 OpraHiB, TO 1€ MOXE
MPU3BECTU 10 PO3BUTKY CMAIKOBUX XBopoO. Hampukman, my-
tanii B reHax BRCA1 i BRCA2 noB’si3aHi 3 pO3BUTKOM PaKy
MOJIOYHOT 3aJI03H Ta SE€YHHUKIB.

['eHHi MyTamii BUKIMKAIOTH Y JIIOJMHA TeHHI (MOJEKY-
nsipHi) XBopoOu. /o pO3BUTKY CHaJKOBHX XBOPOO Y JIOJUHU
BITHOCSITH TaKi MyTallii: MiCCEHC, HOHCEHC, 3CYB PAMKH 3YHUTY-
BaHHA, Jeneuii, aymiikauii, iHcepili, iHBepcii, MOpyIIeHHS
CIUTAHiCHHTY, 301IbIIEHHS KUTBKOCTI (€KCHaHcii) TPUHYKICOTH-
IHHX MOBTOPiB (puc. 1.8).

Miccenc-myTairisi — 3MicTOBa MyTallis, 3a sIKOT BHACIII-
JIOK 3aMiHM HYKJIEOTHAY BiIOYBa€ThCsS 3aMiHa HAasBHOTO KOJO-
HY Ha KOJIOH JUISl 1HILIOT aMIHOKMCJIOTH, BIAOYBAa€eThCs 3amiHa
aMIHOKUCIIOTH Yy CKJa/ii OiKa.

Honcenc-myranisi — 3amina nykneotuay B JJHK, ska
MPU3BOJUTH JI0 3aMiHU 3MICTOBOTO KOJIOHY Ha HOHCEHC-KOJIOH
(CTOM-KOJIOH), 110 MPHU3BOJIUTH JI0 MEPEAYACHOTO 3aKIHUCHHS
TpaHCIALIT.

3cyB paMKH 3YMTYBaHHSI KOJOHIB IiJl Yac TPaHCISLIT
00yMOBJIEHO BCTaBKOIO (1HEpLi€l0) abo AETeli€l0 y CTPYKTYp-
HIi YaCTHUHI TeHa OJIHI€T a00 JEKUIbKOX Map HYKJICOTHIIB, YUC-
JI0 SIKAX HE KpaTHE TPbOM. YHACIHIJOK LbOT0 OLIOK, 10 yTBO-
PUTHCS, MATUME 1HITY aMIHOKHCIIOTHY TOC1I0BHICTb.

Jenenisi — BTpaTa YacTUHM TEHETUYHOTO Marepiary
XPOMOCOMH PO3MIPOM BiJl OAHOTO a00 KITBKOX HYKJICOTH/IIB
(reHHa MyTaIlisl) 10 TUISTHKH, 1[0 MICTUTh OJUH a0 TpyIy Te-
HIB (XpOMOCOMHA MYyTallis).

20



point mutation: substitution of a single base

silent: has no effect on the protein sequence
Wlld-type 5,I [} [} 3’#5 18 3 0 L T L i F 0
DNA AGC AC AGCGTHMCCCTAC

5'||||||||||||3’ ’Illlll |||||3,
MRNA~ "AGCGUACCCUAC #AGCGUUCCCUA
amino

—— —~— —~\— ——
adds  N-(SE0) (V&) (Bio) (i-c N-(SE0) (VD) (Bie) (o

missense: results in an amino acid substitution

L 13'
|

—

O_
O-
O-

Wild-type 5'I 1 1 1 1 1 1 1 1 1 1 Isl»s’l 1 1 | 1 1 ! 1 1 1 1 l3'

DNA &G CE TACCETAL AGCG TARCE TAC
5’l|l|||||||||3’ ’|||||||||||13'

MRNA AGCGUACCCUAC _>AGCGUAACCUA

amino

acas -GS0 (W) (pio) (i-c -GS0 (WD) (DD (-

nonsense: substitutes a stop codon for an amino acid

Wild-type 5'l 1 1 1 1 1 1 1 1 1 1 |3’*5'| 1 1 1 1 1 1 1 1 1 1 |3'
DNA AGCG TACCCTAC AGCGTACCCTAIS

5'[ 1 T T T 1 1 1 | '||3 | i s e [  § 1 1 T 1 |3'
MRNA AGCGUACCCUAC "AGCGUACCCUAG
amino

—_—— "~ —~— —— —— —~— M~ ——
acids  N-{iSef) (Vall) (prol (yel-c N-{iser) (Wall) (o) G-
frameshift mutation: insertion or deletion of one or more bases

Insertion or deletion results in a shift in the reading frame.’/ ey

wild-type 5 v 3’#5” R R R R
DNA AGCGIIACCCTAC AGCGCECCECTACTI]
mMRNA 5 oy p—p——. 3 prp——3

; &GCGUACCE AT _’AGCGCC(JUACUU
s -5 (D) 0 G- -G €D €D €<

Pucynok 1.8 — Cxema rennux myraiiii Ha ainsakax JJHK

Jymaikanis — xpomocoMHa abo reHHa MyTallis, 3a Kol
B1IOYBA€ETHCS TMOJBOEHHS MIJISTHKH XPOMOCOMH a00 HYKJIEOTH-
nis y IHK.

IHcepuisi — BcTaBKa OHOTO 200 JEKITBKOX JIOJATKOBUX
mykineotuaiB y JJHK (Bua rernoi myrarii); BOy10ByBaHHS J10-
JATKOBOI MIJITHKA XPOMOCOMH (BHJ XPOMOCOMHOI MYyTarlii).
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BcraBiieHHsl y CTpYKTYpHY YacTHHY T'€Ha HYKJICOTHIIB, YHCIIO
SKUX HE KpaTHE TPbOM, MPU3BOJIUTH 0 3CYBY PAMKH 3UHTY-
BaHHS, YHACIIOK YOTO YacTO YTBOPIOETHCS CTON-KOJIOH.

InBepciss — xpomocomHa abo TeHHa MyTalis, 3a SKOi
MOCITIIOBHICTh TEHIB y sIKIH-HEOYAb MUISHIII XPOMOCOMH abo
nocioBHICTh HykieoTuiB y JJHK 3MiHIOETBCS Ha 3BOPOTHY
(IiIstHKa pPO3PUBAETHCS Y ABOX MICISIX, HEPEBEPTAETHCA HA
180° 1 3HOBY BMOHTOBYETHCS).

Tpau3uuisi — 11¢ 3amMiHa MypUHY Ha MypuH ab0 MipUMi-
nuHy Ha mipumigud. [1ix yac TpaH3uIii ogHa MypHHOBAa OCHOBA
3aMIHIOETHCS THIIOO (a/IeHIH Ha TyaHiH a0 HaBIaku) abo ojHa
MipUMITUHOBA OCHOBA Ha 1HIIY (ypauuia abo THUMIH HA IIUTO3UH
a0o HaBmaku). Tpan3uiii BigOyBalOTECs YacTime, HiK TpaHCBe-
pcii. Tepmin 3arponionysas E. @pic y 1959 pori.

MyTariii MOXXyTh BILUTMBAaTH HAa OJUH a00 KiJIbKa CAWTiB
TeHHOTO JIOKycy. BinnmoBigHO iCHYIOTH OAHOCANTOBI 1 Gararo-
caiiToBi reHHi myrtarii. Jlo 0qHOCAWTOBUX HaJIeKaTh TOYKOBI
myrtanii. e 3MiHH, sKi BiIOYyBarOThCS B OJHOMY a00 KITBKOX
nykineotuaax JIHK. BoHu MOXyTh MICTUTH 3aMiHy OJHOTO
HYKJIEOTHY Ha 1HIIMH (3amiHa), BCTaBKYy a00 BUAAJEHHS OJ-
HOTO HYKJIOTHAY (1HCepiis ado aenerisi). Takox 10 oJHOCA-
TOBHMX T'€HHHMX MYyTallii BITHOCATh TpaH3MLii 1 TpaHCBepCii.

BbararocaiiToBi reHHi MyTaIllii BUHUKAIOTh 1] Yac BCTa-
BJICHHA a00 BHJAJICHHS 4YHCIa HYKJICOTHIIB, HE KPaTHOTO
TPbOM, 1 BHACIIIOK I[LOTO 3MIHIOETHCSI paMKa 3YMTYBaHHS Te-
Ha. Ile Moe mpu3BecTH 10 3MiH B aMiHOKHUCIJIOTHIH MOCIiT0B-
HOCTI O1JIKa, 1110 CHHTE3YEThCSI.

I1i nBi kareropii MyTtawuiii BipPI3HAIOTBCA 32 CBOEIO
MPUPOJIOI0 Ta MOXKIMBUMHM Haclikamu. OgHOcalTOBl MyTaii
MEepPEeBaAKHO BUHUKAIOTh 1 MOXKYTh MaTH MEHIIUN BIUIMB Ha Oi-
JBIIICTh OPraHi3MiB, OCKUIBKM BOHM 3a3BUYail BIUIMBAIOTH JIU-
IIe Ha OJUH KOHKpETHHH reH abo ¢yHkuito. baratocaiiTosi
MyTalii MOXYyTb OyTH OLIbII CEpHO3HMMHU, OCKUILKA BOHHU Yac-
TO MPU3BOJATH A0 PaJUKaIbHUX 3MIH y T€HETUYHIN 1HpopMa-
1ii Ta MOKYTh BIUIMBAaTH HA YHUCJICHHI TeHU a00 QyHKIII].
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Takox CIagKkoBiCTh MOXKE OyTH TIOB’si3aHa 3 MOJIIMOp-
(dhizMamu, SKi € 3MiHaMU B T€HAX, 1110 HE MPU3BOJATH J0 3MIHH
aMIHOKHCIJIOTHOI IMOCIiIOBHOCTI OiJIKa, aje MOXYTh BIUIMBATH
Ha Horo d¢yHKmioHyBaHHs. Hampukiazn, monimopdizm TreHa
ACE Moxe BIUTMBAaTH Ha PU3UK PO3BUTKY TiIEPTOHII.

OTxe, MOJICKYJIIpHI OCHOBH CHAJKOBOCTI IOB’s3aHi 3
MepelaHHsIM TeHEeTUYHO1 iH(popMaIlii BiJ OaThKIB J0 HAIAIKIB
yepe3 JIHK, a Takox 31 3MiHaMH B T€HaX, SIKi MOXKYThb ITPU3BEC-
TH JI0 PO3BUTKY MOJICKYJISIPHHX XBOPOO.

1.3. XpoMocoMHi OCHOBH CIAJIKOBOCTi

XpOMOCOMHI OCHOBH CITQJIKOBOCTI MICTATh MEXaHI3MH,
SIK1 BIUIMBAIOTh Ha CMAJKOBICTh OPTraHI3MiB 1 MepelaHHs TeHEeTH-
4HOi iH(popMaIii BiJ 0aTbKiB 0 HAIIAAKIB HA PIBHI XPOMOCOM.

XpOMOCOMHU — 1€ CTPYKTYPHI OAMHHIIL, K1 MICTATh Te-
HETHYHY 1H(pOpMaLio y GopMi 1e30KCHPUOOHYKIETHOBOT KHC-
notu (JIHK). BoHu MicTaThcs B sapax KJIITHH 1 BiIirparTh
TOJIOBHY POJIb Y NEpEAaHHi TeHEeTUYHOI iHpOopMalii BiJl 0THOTO
MOKOJIIHHA KJIITUH 70 iHmoro. OauH Habip XpOMOCOM ycHaa-
KOBYETbCS BIJ] MaTepi, 1HIIWNA — Big OaTbka. Y mrojel 1 Oiib-
IIOCTI 1HIIMX OpraHi3MiB iCHYIOTh JIBI KOMii KOXHOI XpOMOCO-
MU (KpiM CTaTeBHX XPOMOCOM Y JAesSKUX Buaax) (puc. 1.9).

Nucleosome

Histones

Pucynok 1.9 — Ctpykrypa Xxpomocomu
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['enu, sKi po3TamioBaHi Ha XpOMOCOMax, KOAYIOTh Oij-
KM 1 BU3HA4arOTh O0arato (isuyHuX 1 (Pi3i0J0TIYHUX pUC Opra-
Hi3MiB. [1ig 9ac KITITUHHOTO MOLTY XPOMOCOMH PO3AUISIOTHCS
1 TepenalThCs HallagKkaM, 3a0e3Meuyrun CHaJKOBICTh I'eHe-
THYHOI 1HGopmarii. MexaHi3MHU YCIaaKyBaHHS TEHETHYHOI
iHdopmariii MICTATH Pi3HI MpoIecH, o 3a0e3MedyyrTh nepe-
JTaHHS TeHeTW4HOi iHdopmamii Bij OarTbkiB q0 Ham@aakis. Lli
MEXaHI3MHU MICTITh MeH03 (Ipolec MOy KIITHH, SKHH 3a-
Oesreuye (opMyBaHHS CTAaTEBUX KJIITHH), 3aIUTiIHEHHS (IIPO-
1ec 00’€HAHHS CTAaTeBUX KJIITHH), a TAKOXX MOJICKYJISIPHI TPO-
[eCH, 110 3a0e3MeUyI0Th PEIUTiKaIlil0, TPAHCKPHIILIIO Ta TPaHC-
TSI TeHeTndHol iHdopmarii. IlpuumHaAMU XPOMOCOMHHX
XBOpPOO € XpOMOCOMHI adepartii.
XpomocomHa myTaunis, abo XpoMocoMHa abepauiss —
1[e MyTallisl, 10 3MIHIOE KUIBKICTh a00 CTPYKTypy XPOMOCOM.
3MiHH CTPYKTYPH OKPEMHX XPOMOCOM Bl,Z[6YBaIOTLC$I BHACII-
JOK PO3PUBY 1 MOJAIBIIOrO 3’€IHAHHS PO3ipBAHUX KIiHIIB Yy
HOBUX KOMOiHaIisX. BUILISIOTE BHYTPIIIHHOXPOMOCOMHI Ta
MikXpoMocoMHi abeparii (puc. 1.10).
1. BHyTpiluHBOXpOMOCOMHI abepaitii:
— nenenii (ABCDE — ABCE);
— nedimencu (ABCDE — ABCD);
— 1ircepuii (ABCDE — ABCKMDE);
— nymnikanii (ABCDE — ABCBCDE);
— 1inBepcii (ABCDE — ABDCE).
2. MixkxpomocoMHi adepauii:
— TpaHCIIOKaIli.
/leneyii — BUAJICHHS! YaCTUHU XPOMOCOMM.
Hedhiwencu — nenenii KiHUEBUX AUITHOK XPOMOCOM.
Incepyii — BOyIOBYBaHHSI YaCTHHU T€HETUYHOTO MaTe-
pilajgy B XpOMOCOMY.
lynnaixayii — NOJABOEHHS YaCTUHU XPOMOCOMH.
Ineepcii — nepeBepTaHHs JUITHKA XPOMOCOMH Ha 180",
Tpancnokayii — 1€ TEpEeMIIIEHHS JUISHKA 3 OJHI€l
XPOMOCOMH Ha iHIIIY.
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Deletion Duplication Inversion

iR

Insertion Translocation

g

Pucynok 1.10 — XpoMmocoMmHi abepartii

KinbkicHi xpomocomHi myTanii, 200 reHOMHI MyTa-
uii — 3MiHa YKCIa XpOMOCOM Y KapioTuIll opraizmy. Bumins-
I0Th TaKi TeHOMHI MyTallii, K aHEYIUIOIAis 1 MOMITIIOI/misl.

AHeymoifisi (TeTeporuioifisi) — 3MiHa KUTBKOCTI Xpo-
MOCOM Ha YHCJI0, HEKpaTHe rajoigHoMy Habopy. [o 1iei kare-
ropii HaJIeXxaTh:

— MOHOCOMisl — 3MEHIICHHS] Ha OJHY XPOMOCOMY BiJ
3araibHOI KUIBKOCTI (2n — 1), npukian — cunapom llepemes-
cekoro — Teprepa — 45, XO0;

— TpHCOMis — 30UIBIIEHHS HAa OJIHY XPOMOCOMY BiJl 3a-
rajbHOI KUTbKOCTI (2n + 1), mpuknan — curnapom [layna — 47, XV;
cuaapom Kaitapensrepa — 47, XXV,

— ToicoMist — 30UTbIIIEHHS OLTBIIE HIXK HA OJHY XPOMO-
COMY BiJI 3aralbHO1 KUTBKOCTI, IPUKIIaL — CHHIApOM 48, XXXY,
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— HYJICOMis — BIICYTHICTh B OpraHi3Mi mapu romoJjo-
TIYHUX XPOMOCOM (JIeTajbHa MyTarlis).

IMoaingoinisa — 3MiHa KUTBKOCTI XpOMOCOM Ha YHCIIO,
KpaTHe TajoigHomMy Habopy. Jlo mi€ei kaTeropii HaJeKaTh:

— ayTONOIIUIOiIA — KpaTHE 30UIbIIEHHS XPOMOCOM-
HOTO Ha0Opy B KJIITHHAX pociuH abo (pijaimie) TBapuH OJAHOTO
Buay (3n, 4n, 5n, 6n) (puc. 1.11);

— QJOMOMIIUIONNIS — MIXXBUJOBUHN T1OpHI, HAsIBHICTD B
o/1Hi€T 0ocoOMHM HAOOPIB XPOMOCOM PI3HHMX BHUIIB (2N + 2N, —
— anorerparuioin = ampiaumioin).

Hopma

Moninnoigis

e Y0
e YU
18008 8RA8Hd

Fekcannoig
Pucynox 1.11 — Buau ayromnoinii

Jlo XpOMOCOMHMX XBOpOO HauexaTb aHEyIoinii Ta
MOJIIJIOINIT, a TaKoXX XBOpPOOHW, CIIPUYMHEHI XPOMOCOMHHMH
MyTalisIMHU (CUHIPOM KOTSYOTO KPUKY, TPAHCIOKALIMHUNA CHH-
apom [layna). Cepen tpucomiii Biomi cunapomu [layna, Knaii-
HbpenbTepa, [latay, Ensapaca, Tpucomis X, Tpucomii 3a 22-10,
8-10 Ta IHIIMMHU TTapaMH XPOMOCOM.

VY pasi Tpucomiii, 0cOOIMBO 3a CTATEBUMHU XPOMOCOMa-
MH, 4aCTO MO>KHA cIiocTepiraTi Mo3ainusM. Tpucomii 3a ayTo-
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COMaMH KJIIHIYHO HE BIJIPI3HAIOTHCS BiJ TPaHCIOKALIHHUX
¢dbopM, TOMYy 71 IPOTHO3Y MOBTOPHOTIO HApOKEHHS aHOMa-
JBHOTO MMOTOMCTBA 000B’ I3KOBE IUTOTEHETHUYHE JOCIIKESHHS.

XapakTepHOI OCOOJIMBICTIO XPOMOCOMHHX XBOpPOO €
MOYATOK IXHBHOTO MPOSBY III€ Y BHYTPIIIHbOYTPOOHOMY TIEPioIi
PO3BUTKY. Y MepeBaKHIN KUTLKOCTI BHITAJIKIB BOHU MPOTIKAIOTh
Jye TSHKKO, 4acTo JIeTalbHi, 0COOIIMBO TPUCOMIi 3a ayTocoMa-
MHU: JIITH, 1110 HAPOAWIUCS, THHYTh Y pAHHBOMY BiIli. AyTOCOMHI
MOHOCOMIT — JieTalibHI. 37e01IbII0r0 3arudens eMOpioHa Bi0y-
BAETHCS HA CTAiAX 3UTOTH Ta OiacTynu (mepiri 2 THKHI PO3BHU-
TKY). JKUTTE31aTHICTH XBOPUX 3 a0EpallisiMH CTaTEBUX XPOMO-
COM 3HAYHO BHUIIIA.

UYepe3 xpomocoMHi mytanii BigOyBaeTsest 40 % crnoH-
TaHHUX a0opTiB 1 6 % MepTBOHapomKeHb. [1eBHI XpoMOCOMHI
anomaii € B 0,7 % HOBOHapopkeHux. [lomimnoinii neranbHi,
npubau3Ho 1 % BCiX 3UTOT — TPUILIOiNU, a0OPTH SKUX BiIOY-
BAaKOTHCA 0 KIHIA 3-T0 MiCSLI.

XpoMOCOMHI XBOpPOOU MOXKYTh MaTh JEsIKi CXO0XI pPUCH
a00 XapaKTepUCTUKU Yepe3 CIIbHI aHOMAJIl y CTPYKTYpI, KiJib-
KOCTi abo po3ranryBaHHi XpoMocoM. OJHaK BOHHM TaKOXX MO-
YTh BUSIBUTH 3HA4HI BIAMIHHOCTI B CUMIITOMAX 1 TSXKKOCTI.

JlexinbKa MpUKIIaAiB CX0KHUX XPOMOCOMHUX XBOPOO:

1) cunapom Jlayna (tpucomist 21-i XpoMOcoMH) Ta CUH-
npom EnBapaca (tpucomisa 18- xpomocoMu), 000€ BUKIIMKaHI
HAsBHICTIO JOJIATKOBOI KOIMii BIAMOBITHMUX XPOMOCOM, MAalOTh
cxoxi (pi3u4HI 0COOIMBOCTI, TakKl sIK HU3bKUN 3piCT, BaAH Cep-
115 Ta 1HII1 BPOJ/KEHI BaJI;

2) cunapom Kiaitngensrepa (47, XXY) Ta cuHapom
[Iepemecbkoro — Tepuepa (MoHocomist 45, X) cxoxi aHOMa-
JSIMU B KUIBKOCTI Ta CTPYKTYpi X-XpOMOCOMH, BIUIMBAIOTH Ha
PO3BUTOK CTaTEBUX OPraHiB 1 (Pi3u4HI 0COOIMBOCTI.

KoxHa XpoMOCOMHa aHOMaJlisi € YHIKaJIbHOI 1 MOXKe
MaTH CBOi BJIACHI OCOOJIMBOCTI Ta YCKJIaJHEHHs. Xodya JesKi
CXO0OCTI MOXKYTh OyTH TIOMITHI, KO’KHAa XpOMOCOMHa XBopoOa
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BiJI3HAYAETHCSI CBOIMH BJIACHUMH XapaKTEPUCTUKAMU Ta 0COO-
JIUBOCTSIMH 1 KOJKEH BHUIAIOK OILIHIOETHCS 1HIUBITyaJIbHO.
BuBueHHS XpOMOCOMHHX OCHOB CITaJIKOBOCTI JIOIIOMarae
PO3YMITH NMPUYMHU PO3BUTKY PI3HUX 3aXBOPIOBaHb 1 PO3POOIII-
TH METOJIU IXHBOI MPODIIAKTUKH 1 JTiKyBaHHS. CydacHI METOIU
MOJICKYJISIDHOT J1arHOCTUKU JIO3BOJISIIOTh BUSIBJISATH T€HETUYHI
MyTaIlii, 1o JIe)KaTh B OCHOBI PI3HUX 3aXBOPIOBaHb, Ta PO3pP0O0-
JIITH TIEPCOHAIII30BaHI METOAM JIIKYBaHHS, SIKI JTalOTh MOXIIH-
BICTB JOCATTH KpAIUX PE3YJIbTATIB y 00pOTHOI1 3 XBOpOOAMHU.

1.4. HopmaJjibHi cIaIKOBi 03HAKH JIIOAUHHU

VYcnankyBaHHS HOPMAJTbHAX O3HAK JIFOMHU TIepea0adeHo
3akoHaMu Menzensa. 3a IMMHU 3aKOHAMH O3HAaKU IEepelaroThCs
Bijl OaTHKIB /10 HAIIA/IKIB Y BU3HAUECHOMY CITiBBIHOIIICHHI.

Hanpuknan, xomip Bojoccs MOAMHA YCHAIKOBYE 3a 3a-
koHamu Menpens. [cHye 1Bi TosioBHI (popmu reHa, o KOHTPO-
JIFO€ KOJIIp BOJIOCCS: AOMIHAHTHUI I'eH JJIs TEMHOI'O BOJOCCH 1
PEIeCUBHUI I'eH JUIS CBITIOrO Bojoccs. SIkmo oomumBa 6aTbKu
MalOTh TEMHE BOJIOCCS, aj€ MalOTh PEHECHUBHHUN T'€H IS CBIT-
JIOTO BOJIOCCS, TO iXHI JAITH MaroTh maHc 25 % ycnajakyBaTH
BiJ1 000X 0aTBLKIB CBITJIE BOJIOCCH.

Tak caMo0 ycnaJKOBYIOThCS M 1HIII O3HAKH, HAIIPUKIIA/,
KoJlip oueid, popma obnuyus, craTypa Ta iHII (Pi3UYHI Xapak-
TepucTHKd. Ha ycnankoByBaHHS TakMX O3HaK MOKE€ BIUIMHYTHU
0araTo YMHHUKIB, 30KpeMa EMIr€HEeTUYH1 3MIHU Ta B3aEMOJIIIO
TeHIB 13 JOBKULISAM. BaxnBo mam’sTaTH, 110 yCIaIKOBYBaHHS
O3HaK BiI0OYBA€THCS BHIIAJKOBO 1 BIJICYTHICTh SIKOi-HEOY/b
O3HaKM B OATHKIB HE O3HAUae€, 110 BOHA HE MOXKE OyTH ycmaj-
KOBaHa IXHIMH IITbMH.

Moo ycnmaakyBaHHS O3HAK JIIOJUHU, BapTO 3ayBaXH-
TH, 10 JIESIKI O3HAKU MOXYTh OYTH YCIaJKOBaHI HE 3a NMPHUH-
IATIOM JIOMIHAHTHOCTI-PEIIECUBHOCTI, a 3a IHITUMU 3aKOHAMH
ycnaakyBaHHs. Hampukiaza, rpynu KpoBi JIIOJWHHU YCIaKOBY-
IOTBCS 32 MPUHIUIIOM CTIelM(PIYHOT B3aEMO/IIT aJIeIbHUX T'€HIB —
KOIOMIHAHTHOCTI.
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Takox BapTO 3a3HAYUTH, IO 0arato O3HaK, TAKUX SK
IHTEJIEKTyaJIbHI 311I0HOCTI Ta MOBEMIHKA, HE MOYKHA TOSICHUTH
OJHHAM JIMIIIE TE€HETHYHHM YHHHUKOM. BOHH BH3HAYarOTHCS
CKJIAJIHOIO B3a€MOJIEI0 T€HETUYHUX 1 HABKOJIMIIHIX YMHHUKIB.
VY tabmumi 1.3 HaBeneHO ACsIKI BUAM YCIAIKyBaHHS HOPMallb-
HHUX O3HaK JIFOIMHH.

Tabmumst 1.3 — VYcmankyBaHHS HOPMaJIbHHX O3HaK
JIFOJTUHU
Tun ycnaakoByBaHHS
O3Haka : LY Y =
JOMiHAHTHUIA penecuBHUI
bposu KyJ1aTi 3BUYAlHI
KaIlITAHOBE pyJe, CBITIO-pycsBe
pyne CBITJO-pyce
KydepsiBe npsimMe (TIajaKe
Bonoccs YHep 13 (rnajke)
HKOPCTKE TpsME M’SIKE MPsIME
. .| TTOCUBIHHSA
ITOCHUBIHHS JI0 25 POKIB | . .
nicist 40 pokiB
OO6mciHAS Y YOIIOBIKiB Y J)KIHOK
Kapi OnakuTHI, cipi
. BEIIHKI MaJICHbKI
Oui v - v -
psiMUE po3pi3 KOCHI po3pi3
MOHTOJIOTTHUHN THTT €BPOMEOTTHUI TUTT
l'onoc y wonoBikiB | 6ac (HU3bKHIA) TEHOp (BHCOKHUH)
lonoc y xiHOK cornpaHo (BUCOKHIA) aibT (HU3bKUN)
['yom TOBCTI HOpPMAaJTbHI
HIIJIMHA MK PI3IsIMU HEMae
3ybu - -
TEeMHI HOpPMaJIbHI
. TOBCTA TOHKA
lxipa -
CMYTJISIBA Oima
JlactoBuHHS € HEMAE
Cuctema kposi anturenu A i B BiJICYTHI
ABO Y
Pesyc pe3yc-hakTop BIJICYTHIH
O6myus Kpyrie MIPOJIOBTYBAaTe
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[TponoBxenns Tabmuui 1.3

Tun ycnajkoByBaHH

O3Haka . = =
JOMiHAHTHUIA penecuBHMUIA
. TOHKI 1 TUTOCKI HOPMAaJTbHI
Hirti — ——
OJTakuTHO-01Ti 3BHUAlHI
BEITUKHI CepemHii, Mamuit
rocTpui .
ThuH, HOpMaJbHUM
BUCTYIA€ BIEpe
BY3bKUI HIUPOKUM
Hic OTTYKITHH,
3 TOPOMHKOIO NpSAMUit
(«opIuHHIY)
. BBITHYTHH
TPSIMHAN .
(xypHOCHH)
MOKPUBAIOTH
XpsioBi MepPeropoIK SAHIAIOTE
P PEropoaKy MIEPETOPOJIKY
KpHIIa Hoca TTOBHICTIO .
. . BiJIKPUTOIO
200 Mailke TIOBHICTIO
Hiznpi HIMPOKI BY3bKi
[lepeHnicest BUCOKE 1 By3bKe HU3BbKE 1 ITMPOKE
3/IaTHICTh BiIYyBaTH HE3IaTHICTh
Hrox 3armax CHHWIHHOI BiJTYyBaTH 3amax
KHCJIOTH CUHMJIBHOT KHCIIOTH
eNMINTHYHUHA LUPKYJISIPHUAN
. Bi3epyHOK Bi3epyHOK
ITanpmi Py = = pyv =
TOBCTHI KOPOTKUN 3BUYANHUIA
BEJIMKUN MaJIEIb BEJIMKUN HaJIElb
TPUKYTHA SIMKa INIEN G
. . JTIOBTE KOPOTKE
[TinGopimas P »
HINPOKE TOCTpE 1 By3bKe
npsiMe 110 BUCTYIIAE HA3al
3pict HU3BKUN BHCOKHI
Bosnoninas . . ) .
MPaBOPYKICTh (TIpaBIia) | JiBOPYKICTH (JTiBIIA)
PYKOIO
3J[aTHICTh HE3JATHICTh
Cmak BiJJ4yBaTH CMaK BIYYBaTH CMaK
¢eninTiokapbaminy ¢eninTiokapdamigy
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[TponoBxenns Tabmuui 1.3

Osnaxa : :l"nn YCHAAKOBYBAHHS _
AOMiHAHTHUH penecuBHUIA

abCcoMOTHUN Lo

Ciyx . 3BUYANHUIHA
MY3UIHUAN
HIHPOKE BY3bKE
JIOBT€ KOpOTKE

Byxo rocTpa BepxiBKa
(mapBiHIBCHKHM HEMae
TOpOOK)

Mouka BUTbHA HEBIJIbHA (3poIIeHa)

[lenena ra0cOyp3bka HOpMaJIbHA

Yepen mnpognﬁ o BYSL.KI/Iﬁ o
(Opaxinedamigauii) (momixomnedaniaHuii)

[oxu SIMOYKH HEMAae AMOYOK

Enikanrtyc Yy MOHT'OJIOI/IIB Y HerpoimiB
3IATHICTh 3rOPTaTH HE3JATHICTH

Tk B pr§quy 3TOpTaTH B TpyOOUKY
3JIaTHICTh HE3/1aTHICTh
3arMHATH Ha3a]l 3arvHATH Ha3ajl

XapaKm epucmuKa OCHO6HUX O3HAK

Anturenu ricrocymicHocti (HLA-cucrema) — antu-
reHd (TIIKOMpPOTEIHM), 10 PO3TAlIOBaHI Ha MOBEPXHI KIITHH
JIIOJIMHY Ta 1HIIKUX TBApHH, SIKI BUKJIIMKAIOTh y PELUIIEHTA IMY-
HHY BIJITIOBi/Ib, 1110 € IPUYMHOIO BIATOPIHEHHS TPaHCIIJIAHTaTa.
['enn, mo KOHTPOIOIOTH 1110 cuctemy (13 TicToNOKYCIB), PO3-
TaIloBaHi Ha 6-if XpoMocoMi.

Bosocest. AyToCOMHO-TOMIHAHTHI O3HAKH: KaIlITaHOBE,
TeMHe BoJioccs. Pyzie 1 cBiTiie Bojioccs — ayTOCOMHO-PEIECUBHI
o3Haku. OOMUCIHHA — pelleCuBHA 3UeIUIeHA 31 CTaTTIO O3HAKA.

Byxa. Ha mouni Byxa 3 BHYTPILIIHBOTO Kpar MOXeE po-
CTH JIOBTUMH Iy4yoK BoJioccs (TiMEepTpUX03); T'€H BOJIOXATOCTI
po3TamoBaHuil Ha Y-XpomocoMmi (TOaHIpUYHUN TUIT HACTIAY-
BaHHS) 1 MPOSIBIISIETHCS B TEMI3UTOTHOMY cTaHi (puc. 1.12).
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Pucynok 1.12 — I'ineptpuxo3

I'pyna kpoBi — criajkoBa 03HaKa, 1110 BU3HAYAETHCS 1H-
IMBITyaTbHUM HaOOpOM aHTUTEHIB; (OPMYETHCS HA 2-My Mi-
CSIIli BHYTPIITHHOYTPOOHOTO PO3BHUTKY 1 HE 3MIHIOETHCS TIPOTSI-
T'OM YChOT'O TOJAIBIIOTO JKUTTS.

BinkpuTo BenMKYy KUTBKICTh Pi3HMX aHTHIEHIB, IO Bi-
NO0paKarTh IMyHHY (DYHKIIIFO €pUTPOIUTIB, JICHKOIUTIB Ta
inmux emementiB kposi (Rh, ABO, MN, P, K, Fy, Lu Tomro).
3a TUNaMM IUX AHTUTEHIB PO3PI3HAIOTH KUIbKa CHUCTEM IpYI
KpoBi. 3HaHHs1 ocobnmuBocteit cucteM ABO Ta Rh myxke Bax-
JMBE 7S AOTPUMAaHHS INpaBWJ MEpeIMBaHHSA KpOBI, romnepe-
JDKEHHSI TeMOJIITHYHOI »KOBTAHUII. CrHajakyBaHHS Tpyl KpoOBi
Ma€ BEIMKE 3HA4YE€HHs B CyNOBI MEIUIIMHI, JUIsl BU3HAYEHHS
0aThKIBCTBA Ta MAaTEPUHCTBA.

Cucrema ABO, Bigkpura Ha moyarky XX CTOJITTA,
TPYHTYETHCSI Ha HAsABHOCTI Ha MOBEPXHI €PUTPOIIUTIB aHTUTE-
HiB A Ta B, cuHTe3 SIKMX BU3HAYa€ThCd MHOKUHHUMU aJIEISIMU
I*, 18 1a I° (i), pO3TaIoBaHUMHU B 9-i XpoMocoMmi.
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Anturenn cuctemu ABO — me riikomporeinn. Y Iro-
Jied 13 MepIIOI0 I'PYNOK YTBOPIOETHCA JIMILE OCHOBHA OLIKOBA
CTpYKTypa — aHTHreH H; aHTHreH rpynu KpoBi A Mae Ha KiHI
OCHOBHOTO JIAHIIIOTA 3IMIIOK N-alleTHITaIakTO3aMiHy, aHTH-
reH rpynu B — 3anumok ranakrosu. Ilin yac B3aemonii B rete-
posurori ameni I* i I° BusBIAIOTE KOZOMiHYBaHHS (y KpOBi
HasBHI 00mBa aHTHreHd A i B), a aens I° pelecruBHa 11010
HuXx. [i3Hime BusBuiIocs, 1m0 aHTUreHd A 1 B HeomHopiaHi (A1 —
88 % BunazxkiB, Ay, Az, A4, As, Az; piko Tparmsitotees B, By,
By), iXHI PI3HOBHIM KOIYIOTHCS PI3HUMH AIEISIMH, TOMY CHC-
temy ABO BU3Hau4alOTh HE TPHU aJiedni, a Olible.

3aneXHO BiJ XapakTepy IMyHHUX peakiiii MK epuTpo-
UTaMH Ta IJIa3MOI0 KPOBI Pi3HUX JIIO/ICH MOXHA PO3IITIUTH Ha
4 Tpynu KpoBi, SKi IMO3HAYAIOTHCS JATUHCBKUMH JITEpaMH
(xpim I rpynu, vHynsoBoi) Ta pumcbkumu nudpamu. Kpos I (0)
rpynu He mictuts anturenis A i B (remorun I°1%). 11 (A) rpyna
mictuts antnren A (remorun I°T* a6o IAIO), I (B) rpyna —
antures B (remorun P, aGo IBIO), IV (AB) rpyna — nBa aH-
turenn (rerorun [°1°) (puc. 1.13).

KpiM HasgBHOCTI aHTUT€HIB (arjFOTUHOTEHIB) HA €pUT-
pouuTax, rpynu kpoBi cucteMu ABO po3pi3HAIOTHCS HasiBHIC-
TIO QHTUTLI (arjJIOTHHIHIB) A Ta B y CMpOBATII.

AHTHTINA a 34aTHI B3a€EMOMIATH 3 aHTHIeHOM A, a aH-
TUTLIA B — 3 aHTUTeHOM B, BHKJIMKaIOUM arirOTHHALIIO epuT-
pouuTiB. Y kposi | rpynu € antutina a ta f; y kposi Il rpynu —
antutina B; y xposi Il rpynu — antutina a; y xposi IV rpynu
AQHTHUTLIA BICYTHI. AHTHUTLIA 3’ IBJISIOTHCS B TIEPIIIT MICSAIII TTICTS
HapO/KEHHsI, MAKCUMAJIbHUM piBeHb JocsraeTbest 10 5S—10 pokis,
y CTapoCTi TOCTYIIOBO 3HMXKYEThCA. IXHS HAsSBHICTH 0OYMOB-
JIeHa KOHTAKTOM JIFOJMHU 3 JIETKUMHU OaKTepisMHU, Ui aHTHTe-
HU MOA10HI 70 aHTUTEeHIB A 1 B.

HasiBHICTh y KpOB1 aHTUT€HIB 1 aHTUTLI BU3HAYa€ BiJ-
MOBIJHI MpaBWIa MEpeNIuBaHHs KPOBI, y pa3l HEIOTPUMaHHS
SKUX BUHUKAE CKJICIOBAHHS €PUTPOLUTIB JOHOPA, YTBOPIOIOTh-
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csl TPOMOU 1 MOKJIMBA CMEPTh, HAPUKIIA, Y pa3i MepesiuBaHHs
kposi Il rpynu perunienty 3 1 rpynoro. 3BOpOTHE NepenrBaH-
Hs IOMYCTUME, OCKUIBKU Q-aHTUTINa JOHOPA 32 YMOBH TOBLIb-
HOTO BIIMBAHHS KPOBI PO30aBISIOTHCA (THUTP AHTUTLI Majae) i
HE MOXYTh CKJICIOBAaTHCh €PUTPOLIUTU PEIUITIEHTA, SKIIO T1Ib-
KM HE TepeNIMBAEThCA BEJHMKa KiUTbKICTh KpoBi. Jlroau 3 1 rpy-
MO0 KPOBI € yHIBEpCaJbHUMH JIOHOpamu, a 3 IV rpymoro —
YHIBEpCaJIbHUMH PEIUITIEHTAMH.

Blood Type

Red Blood
Cell Type

Antibodies T b

in Plasma \/ B\ ’// \\‘\ ,\// \/; ,’/ \(\
Anti-B Anti-A None Anti-A and Anti-B

Antigens in

Red blood ? ? ? ?

Cell A antigen B antigen A and B antigens None

Blood Types A B, AB. O o

Lomgatble A0 B,0 (AB* is the (s the

inan

universal recipient niversal donor)
Emergency ersal recipient) universal donor)

Pucynoxk 1.13 — I'pynu kpoBi

VYuacninok ABO-HECYMIiCHOCTI MOKJIMBUN PO3BUTOK
TEMOJIITUYHOT KOBTSHUIl, BIJ3HAYAETHCA NeDIIUT HAPOIKY-
BaHocTi (Ha 10 %), saxmo maru | rpymu, 6ateko III abo IV,
YHACII0K BHYTPIITHEOYTPOOHOI 3arubemi. Jlis amemns I MpUr-
HIYY€ThCSl PIAKICHUM PELEeCUBHUM eMiCTaTUYHUM TeHOM h
(omucanuil Tak 3BaHUI OomOelchbkuil (heHOMEH — JKiHKa, sKa
oTpuMana Bij Matepi anens I°, Mana nepiy rpymy Kposi).
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I'ean cucremu ABO maroTh miieoTpornny aito. Jlroam 3
[ rpymnoro KpoBi yacTilie CTpaXXKAal0Th HAa BUPA3KOBY XBOPOOY
IUTyHKA, a31aTCbKUM TPHUIIOM, piale — imemiero, peBMaTH3-
MOM, TiNEPTOHi€0, OUIBII CIPUUHATINBI 10 yymH, a 3 Il rpy-
MO0 KPOBI YaCTIIlIe XBOPIIOTh HA paK IUIYHKA, aje Pialie Ha
BHPA3KOBY XBOpoOy, CXWIIbHI A0 Bicu i TpoM603iB. Tybepky-
JH03 JIETEHb NepeBakHO Bpaxkae ocil i3 III rpymoro kposi, mo-
miomienit — 3 IV.

EnikanTtyc — mkipHa ckiajka 01Jiss BHyTPIITHBOTO KyTa
OYHOI HIUIMHU. Y MOHTOJIOIIIB YCIIaJKOBYETHCS IOMIHAHTHO, a
B HETpoifiB — perecuBHO (puc. 1.14).

o N A
Pucynok 1.14 — Enikantyc

OTxe, ycrnajKoBYBaHHS O3HAaK JIOAMHU — CKIIQAHUN
MpoLec, SIKUM MICTUTh y co01 OaraTo YMHHHKIB, 1 PO3YMIHHS
HOro MOKe JIOMOMOITH Kpalle 3pO3yMITH, SIK (POpMyrOThCA
¢b1314HI Ta IHTENEeKTyalbHI XapaKTePUCTUKHU JIFOIUHH.

3picT. Husbkuil 3picT BU3HAYa€ThCS HEAJENbHUMHU J10-
MIHAHTHUMH T€HaMH, 110 AIIOTh OJHAKOBO (KyMYJISITHBHA TO-
JiMepis — BiA KOMOiHAIT alediB 3aleXUTh CTYHiHb MPOSBY
o3Haku). ToMy 3anexHo Bijg KOMOiHAIlIi ajemiB 3picT MOXKe
OoyTH:

- Al1A1AA; — nyxe HU3bKUM (y YOJOBIKIB — TII€
155 cM 1 HKYe, y J)KIHOK — HIKYe HiXK 150 cm);
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— A1a1A2A; 260 A1A1A3; — HU3BKUM (155—160 CM);

— AjA1aa, a1atAA, abo AijaAa, — cepez[HiM
(160-170 cm);

— Aja1ara; a60 a;a1A2a, — Bucokum (170-180 cm);

— 181828 — qyxe BUCOKHUM (Oinbime Hik 180 cm).

3you. IloremHinHs 3y0iB (KOpHYHEBE 3a0apBiIECHHS
eMaJll) BU3HAYAEThCS PI3HUMU JIOMIHAHTHUMH T€HAMH, OJIMH 13
SKHX PO3TAIIOBAHUH B ayTOCOMI, IHIIUI — y X-XpOMOCOMI.

MN-cucrema Oyna Binkputa B 1927 p. B eKciepuMeH-
Tax Ha KPOJIMKAX: 32 YMOBHM BBEJIEHHS EPUTPOLIUTIB Pi3HUX
JOJIEH y KPOB KPOJIMKIB MOKHA BHSIBUTH YTBOPCHHS PI3HHUX
AQHTUTL (AHTUCHPOBATOK), 32 JOIMOMOTOI SKHX IOTIM MOXHa
BUSBUTH TPYIOBY MPHHATIEKHICTh KpoBi JroauHu M, N abo
MN. EpuTponuTé JIOAWHA MAOTh HA TOBEPXHI OJUH i3 JABOX
abo oOuaBa aHTUTeHU (TIIKOMPOTEIHY), IO BKa3y€e MPO KOJIO-
MiHyBaHHs anenmis a i a". Ha Bigminy Bix cucremn ABO, y
HOpMIi aHTHUTIJIAa 1O HUX HE MPOAYKYIOTbcs. Cepen €BpOmeiiB
rpyna M Tparuiserscs y 36 % Bumankis, N —y 16 %, MN —
y 48 %.

Hrox. 3naTHIiCTh BiguyBaTH CHEHU(PIYHUNA «MUTIATb-
HUI» 3amax CHHHUJIBHOI KUCIIOTH BU3HAYAETHCS JOMIHAHTHUM
T€HOM, I1I0 MICTUTBCS B X-XpOMOCOMI.

Manbui. [lepetuHkr MiX MadbIsIMH OOYMOBJEHI Ie-
HOM, IO JIOKaJli30BaHUHM y Y-XpoMocoMi (TOJaHAPUYHHUM THUI
yCIaJKyBaHH).

Pe3yc-¢akTop — aHTUTEH, 1[0 MICTUTHCS Ha TOBEPXHI
€pUTPOLIUTIB MaBIK Makaku-pe3yc (Macacus rhesus) 1 HassBHUIM
y 85 % eBponeiiniB. Ynepiie pe3yc-hakTop KpoBi BIIKPUIU B
1937 p. K. Jlanamreiinep ta O. Binep, siki Ha3Baqu #Horo 3a
aHaAJIOTTYHUM (AaKTOPOM, BUSIBICHUM Y KPOBI MaKaKu, Pe3yCOM.
BaxxnuBicTh 3HaX1AKW BUABWIM HE BiJlpa3y, 1 ii Oys0 ycBiiOM-
neHo numie B 1940 poui micns moxanbpmux BiakpurTie dDimina
JleBina Ta Pydyca Crercona.
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HasBHicTh pe3yc-¢akTopa — AOMiIHaHTHA O3HaKa, IO
3QJIEKUTH BiJl TPhOX TicHO 3ueruieHux jokyciB C, D 1 E, po3-
TalioBaHWX Ha 1-i Xxpomocomi (YMOBHO TiJ 4ac BUKOHAHHS
3aBJlaHb MOKHA BBaXKaTH, 110 O3HAKA YCMAIKOBYETHCS MOHO-
TEHHO 1 3aJIeKUTh Bif aneiniB R 1 1). D-rmo0ymnin Mae HaitOUTbII
BUPAXEHI aHTUTE€HHI BIACTUBOCTI.

VY mma3mi pe3yc-HeraTHBHHX JIIOJICH y HOpMi HE Mic-
TATBHCS PE3yC-arlIFOTUHIHKU, BOHH YTBOPIOIOTHCS TUIBKH 33 YMO-
BH MOTPAIUISIHHS B OPraHi3M €pHUTPOIUTIB 13 pe3yc-(hakTopoMm.
VY pa3i HeCyMiCHOCTI Mm0J0 pe3yc-pakTopa KpoBi JOHOpA Ta
pemmmienta (Rh'-goHop, rh-perumieHT) po3BUBAOTHCSA MOCT-
TpaHcy3iiiHi yckiaaaHeHHs (depe3 1-2 roauHu micis TpaHc-
¢y3ii), a 3a pe3yc-KOHQIIKTY Marepi Ta IjioJa B HOBOHAPO-
JDKEHUX HasBHI TSOKKI (POPMH TeMOJITHYHOI XBOpoOHW. Y mux
BUIAQJIKAX YPaKalOThCsl HUPKH, MEUIHKA, PO3BUBAETHCS IeMOJi-
TUYHA JKOBTSHUI, aHeMis, reMorio0inypis. 100 % HerpoimiB
ta abopureniB Ascrpaiii, 99-100 % monromoinis (kopeii,
KHUTaMlli, SIMOHII) — pe3yc-mo3uTuBHI. Pe3yc-HeratuBHi ocodu
YacTiIlle XBOPiIOTh Ha BUPA3KOBY XBOPOOY.

Cmak. AyTOCOMHO-IIOMIHAaHTHa O3HakKa: 3J1aTHICTh
cripuiiMaTy Tipkui cMak QeHinTioMmoueBUHM ((heHuITiOKapOa-
migy, ®TK) 1 nonibHux cnonyk. JJoMiHaHTHUH anenb TparmJis-
etbest B monyusii pimamie (30 % nacenenns CIIA Ta 40 % eB-
poreiiniB He 31aTHI BiguyBatu cMak OTK).

Hlkipa. [lirmMenTalisi BU3HA4Ya€ThCS KUIbKOMA TOJiMe-
PHUMU TeHaMHU.

Ilesena. AyToCOMHO-JOMIHAHTHA O3HaKa — «radbcOyp-
3bKay IIeJiena, 10 CIocTepiranacs B HU3KHU MOKOJIHb aBCTPii-
ChbKOTO 1mmepaTopcbkoro OyauHky ['aOcOypris. Lle By3bka,
BUJIaHA BIepe/l TIOTBOPHA HYDKHS IIENerna 3 BiIBUCIOK HUX-
HBOIO I'y0O0I0, pOoT HamiBBiAKpUTHil (puc. 1.15).
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Pucynok 1.15 — Kapu II — ocranniit 'abcOypr Ha TpoHi Icnanii

ITuTanHga 11 CAMOKOHTPOJIIO
o Take cragkoBi XBOpoOu?
SIKi IpUYMHU CHaIKOBUX XBOPOO?
o Take myTaris?
Krnacudoikarist MmyTareHis.
OpnnocaliToBi 1 6ararocaifToBi TeHHI MyTallii.
MoHoreHH1 XBOpOoOH.
AyTOCOMHO-ZIOMIHAaHTHE Ta ayTOCOMHO-PELECUBHE
yCIIaJIKyBaHHSI.

8. YcnaakyBaHHS, 34€IUIEHE 31 CTATTIO.

9. IomirenHi xBopoOwu.

NoabkowhE
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10.
XBOPOO?
11.
12.
13.
nporeciB?
14,
15.
16.
17.

SIKi MPUYMHU BUHUKHEHHS MYJIbTH(PaKTOPIaTbHUX

[lo Take reH, reHOM, anenb?

Crpyktypa JJHK.
Sxuit B3aemo3B’s3ok ¢ynkuid JHK i xmituHHEX

LlenTpasibHa 1orMa MOJIEKYJISIPHOI 010J10Tii.

Buau ta pynkuii PHK.

o Take periKaris, TPAHCKPHUIILs, TPAHCIIALIA?
SIki BM 3HA€Te BHIM F€HHUX MYyTalil, 0 IPU3BO-

JSTh J10 PO3BUTKY CIIaJIKOBUX XBOPOO?

18.
19.
20.
21.
22.
23.
24.
25.
26.
27.
28.
29.
30.
31.

JIFOJJUHMU.

32.
33.

34.
crema)?

35.
36.
37.
38.

[lo Take momimopdizm reHin?

Sk xmacu@ikyroTh CIIaJKOBI XBOPOOH?

[Ilo Take reHHi i XpOMOCOMHI XBOopoOu?

Ilo Take memnernii?

o Take nedimencu?

o Take iHCEPITii?

o Take myrmikarii?

[{o Taxe iHBepcCii?

o Take TpaHCcIOKAIii?

[Ilo Take xpomocoMHi abepariii?

[{o Take nmonimioinis? HaBectu mpuxnanu.
SIKi IpUYMHU PO3BUTKY XPOMOCOMHHX XBOPOO?
HaBectn mpukiiagym HOPMaTbHUX CHAAKOBUX O3HAK

Axwuii TUN ycnaaKyBaHHS Ma€e pesyc-haxkTop?
SIkuit TMD ycTIaJKyBaHHS Ma€ JaCTOBUHHSA?
o Take anTurenn ricrocymicHocti (HLA-cu-

Sxuit THN yciaIKyBaHHS Ma€e OOJIHUCIHHA?

[Io Take rinepTpuxo3?

Sxuit THN ycriaJIKyBaHHS Mae JIIBOPYKICTh?

SIKuii THIT yCTTaKyBaHHsI Ma€ IIUTMHA MIXK PI3IsIMU?
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39. OxapaxkrepusyBatu rpynu Kposi cuctemu ABO.

40. o Take armOTHHIHM Ta arIFOTHHOICHN?

41. TlosICHUTH TOHSTTS «YHIBEpPCAJIbHHUNA JOHOp» 1
«YHIBEPCAJILHUM PELIUTTIEHT.

42. 1o Ttake «bomOelicbkuii peHOMEH»?

43. Illo Take pesyc-haxkTop?

44. Oxapaxrepusyiite MN-cuctemy Kposi.

45. Tlpukiaj roJaHIpUIHOTO THITY YCIIaAKOBYBAHHS.

46. SIxkuil THN ycmaJaKyBaHHS Ma€ O3HaKa IMEPETUHKU
MDK ITaJdbIsIMU?

47. Tpuxnag KyMyJIsSTHBHOI OTIMepii.

48. 1lo Take emikaHtyc?

49. o sBnsie co0or0 «TabcOyp3bKay miesnena?

50. ki BiZMIHHOCTI MI’)X MOHOI€HHUMH Ta IIOJIIT€HHU-
MU XBOpoOamMu?

KonTpoabHi 3aB1anHsA
1. Ha3Baru HenpaBWIIbHI TBEPIKCHHSL:
a) YpOJI>KeH1 XBOPOOU MOXKYTh OYTH CIIaIKOBUMH,
0) cmaikoBi XBOPOOU MOXKYTh OyTH BPOIKEHUMH;
B) CIIaJIKOB1 XBOPOOU MOKYTh OyTH HEBPOKEHUMH,
I') CaJKOBI Ta BPOJXKEHI XBOpPOOM — 1€ OfHE U Te
K came;
1) YPOJUKEHI XBOPOOH MOXKYTh OYTH HECHaIKOBUMH.

2. Anem:
a) pO3MIIlleH] B OJHAKOBUX JUISTHKAX TOMOJOTIYHUX
XpOMOCOM,;
0) BIAMOBIAAIOTh 3a aAJIbTEPHATHBHI TIPOSIBU OJHIET
O3HAKHU;
B) pO3MIIIEH] B HETOMOJIOTTYHUX XPOMOCOMAX;
T) pO3MillIeHI B PI3HUX JAUISTHKaX TOMOJIOTIYHUX
XPOMOCOM;
1) MOKYTh BIJITIOBIIaTH 3a Pi3HI O3HAKHU.
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3. OauHHMIICIO CIIAJKOBOCTI € TaKa:
a) 1e30Kcupuo03a,
0) aMiHOKHMCIIOTA,
B) HYKJICOTH]I;
r) O1II0K;
1) TPUILIET HYKJICOTUIIB (KOJIOH);
€) TeH.

4. ®i3UYHUMHU YUHHUKAMU MyTareHes3y € TaKi:
a) BUIbHI paIMKaIH,
0) CIpKOBO/ICHB;
B) yibTpadioneToBe BUIPOMIHIOBAHHS,
r) aTMOC(epHUll THUCK;
1) TeMIIeparypa;
€) a30THCTa KUCJIOTA;
K) pajiaris.

5. Jlenemis — ue:
a) BUMNAJaHHs HYKJIEOTUAY (HYKJIEOTH/IB) 3 JIAHLO-
ra /JIHK;
0) 3aMiHa MypuHY Ha MypuH ab0 MipUMIIUHY Ha Mi-
PUMIINH;
B) 3aMiHa IypUHY Ha MIpUMIJIUH a00 HaBMAaKHy;
r) nosopot aunsaku J{HK na 180 rpanycis.

6. Tpan3wuis — 11e:
a) 3aMiHa IMypUHY Ha MypHH abo MIpUMIAMHY Ha Ii-
PUMIINH;
0) 3aMiHa MypUHY Ha NIPUMIIUH a00 HaBIAKH;
B) BCTaBJICHHsS HYKJIECOTHIY (HYKJICOTHIB) y JaH-
ot JTHK;
r) nosopot aiunsaku JJHK na 180 rpamycis.
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7. SIki 03HAKM JIIOJAWHHU € HOPMAJIbHUMH (HE MaTOJO-
TIYHUMHU).
a) 3IaTHICTh 3rOPTATH 3K Y TPYOOUKY;
0) HE3JaTHICTh 3rOPTATHU S3UK Y TPYOOUKY;
B) HEJJOPO3BUHEHHS 3aBUTKH;
r) OJaKUTHI 0Yi,
1) Kapi oui?

8. CKUIbKM TEHIB y T€HOMI JIFOTUHU:
a) 6museko 30 000;
6) 6mu3bko 2000;
B) 6siu3pko 5000;
r) 6mmm3pko 100 000;
1) 6inpme Hixk 1 000 0007

9. 3anexxHo BiJ 00CATY F€HETUYHOIO MaTepiaily, sIKUi

3a3HaB 3MiH, BUAUISIOTH TaKi BUJIA MYyTaIlii:

a) TCHHI,

0) TKaHWHHI;

B) KJIITHHHI,

') XPOMOCOMH];

1) MOJIEKYJISIPHI;

€) TeHOMHI.

10. YcnankyBaHHS SIKMX CHAaJKOBHX XBOpoO BinOyBa-
€TbCS 3a 3aKOHAMU MeHpens:
a) MOJITeHHUX;
0) MOHOTCHHUX
B) cepe/I 3a3HaYeHUX BIMOBIIEH TPaBUIHLHOI HEMAE;
') XpPOMOCOMHHUX ?

11. SIxi myTanii MOXXyTb OyTH OCHOBOIO PO3BUTKY XPO-

MOCOMHHX XBOPOO:
a) FTeHOMHI;
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0) XpOMOCOMHI;
B) cepe/l 3a3HaYCHUX BiMOBIIEH TPaBUILHOI HEMAE;
T') TCHHI?

12. Slkuit THO ycmaIKyBaHHS Ma€ BUCOKUU 3piCT JIO-
JIUHU:
a) peLleCUBHUM;
0) TOMIHAHTHUH;
I') 34CIUICHHH 31 CTaTTIO?

13. [lo 6i010TiYHUX MyTareHiB HaJeKaTh:
a) TeMIeparypa;
0) BipycH;
T') paguKaiy,
1) IPOTO30iHI 3aXBOPIOBAHHS.

14. Crunaiicusr — 11e
a) mpolec BUAICHHS (BUPI3aHHs) HITPOHIB;
0) mporec BUAaNeHHS (BUpI3aHHS) €K30TIB.

15. XiMiYHUMHU YUHHUKAMH MyTareHe3y € TakKi:
a) BUTbHI paJIuKaly,
0) CIpKOBO/JICHb;
B) ynbTpadioneroBe BUITPOMIHIOBAHHS,
r) aTMOc(epHUl THUCK;
1) TEMIIepaTypa;
€) a30THCTa KUCIIOTA;
) pajiaiis.

16. Aneymnoinist (reTeporioinis) — ue:
a) 3MiHa KUJTBKOCTI XpPOMOCOM Ha YHCJIO, KpaTHE ra-
noinHomy Habopy;
0) 3MiHa KITBKOCTI XpOMOCOM Ha YHCIIO, HEKpaTHE
rajioiIHOMy Habopy;
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B) MOCTiHUI HaO1p XpOMOCOM;
') HEMa€ MPaBUIILHOI BiIMOBI/II.

17. Henemii — ue:

a) MOABOEHHS YaCTUHU XPOMOCOMHU;

0) BUIaJICHHS YaCTUHU XPOMOCOMH;

B) MepeBepTaHHA AUITHKK XpoMocomu Ha 180°;

) IEpEeMIllIEeHHs JIJISHKH 3 OJHIE] XPOMOCOMH
Ha iHITY,

1) BOYJIOBYBaHHSI YaCTUHU '€HETUYHOTO MaTepiaity B
XpOMOCOMY.

18. Tucepmii — me:

a) NOJIBOEHHS YaCTUHU XPOMOCOMH,

0) BUIaJICHHSI YaCTHHHU XPOMOCOMH;

B) IIepeBEpTaHHS JUITHKA XpoMocomu Ha 180°;

) MepeMilleHHs] JUISTHKA 3 OJHIE] XPOMOCOMH
Ha IHIIY;

1) BOy/I0ByBaHHS YaCTUHU T€HETUYHOI'O MaTepialy B
XpoMOCOMY.

44



PO3/I1L1 2
T'EHHI XBOPOBU

KinpkicTh TeHHUX XBOPOO CTAaHOBUTH Osn3bKo 3500—
4500. I'enni xBopoOu MokHA Kiacu(ikyBaTH 3a pi3HUMH KpH-
TepisIMU, TAaKUMHU SIK TUI CHNAJKyBaHHS, TUI MyTalli, HoOpy-
[ICHHS1 OpTraHa Yd CUCTEMH TOIIIO.

I'erni xBopoOu kiacu]ikyrOTh 32 TUIIOM HOPYIIEHOTO
0oOMiHY:

— aMIHOKHCIIOTHOTO (aib0iHI3M, aIKanTOHYpis, TOMO-
UCTUHYPIs, QEeHUIKETOHYPIsl Ta iH.);

— ninigHoro (xBopobu Himana — Ilika, Tes — Cakca
Ta iH.);

— BYIJIEBOJTHOTO OOMiHY ((pyKTO3EMisl, TaakT3eMis);

— o0MiHy HyKJI€THOBUX KHUCTOT (cunapom Jlema — Haii-
XaHa, 1ojiarpa);

— 0o0MiHy MiHepaJIbHUX pedoBHH (XBOpoOa BimbcoHa —
KonoBaiosa);

— MOpPYIICHHS OOMiHY CHOJIY4YHOI TKAaHUHH (MYKOIIOJi-
caxapuJ1031, apaXHOJAKTUIIIS TOIIIO).

3a IHOIOK  KJIAcH(iKall€l0 BUAULIIOTH  XBOPOOH,
NOB’sI3aHi 3 MOPYLIEHHAM KaTaliTUYHOI aKTUBHOCTI (DepMEHTIB
(remorno0iHoMaTii, XBopoOH 00MiHY) Ta nopdupii. Po3pi3HsoTh
TaKOXK MITOXOHpiaibHl (cuHApoM JleGepa, MITOXOHApialbHA
ennedanomiomnarisi) Ta mizocomui (Himana — ITika, Tes — Cakca,
raproiizizMm) xBopoOu. MITOXOHpialbHI XBOPOOU SIBISIOTH
cO0O0I0 CKJIA/IHY TPYITY 3aXBOPIOBaHb, SIKI BAHUKAIOTh YHACIIIOK
nedexTiB y BnacHux MitoxoHapiansHux JJHK.

JliarHocTHKA TeHHUX XBOPOO MICTUTH y c00i reHeasori-
YHUW METOI, CTeIliabHi 1 T0AaTKOBI (JTaOOpaToOpHi, IHCTpyMe-
HTaJbH1) MeToau aociimkeHas. Cepes creriagibHUX METOJIB
MIarHOCTUKYA BHUIOUIAIOTH IIMTOT€HETHYHHN, O10XIMIYHHH, MO-
JIEKYJIAPHO-TEHETUYHUH Ta IMYHOJOT1YHUM MeToau. JIikyBaHHS
CTIpSIMOBAaHE HA TIOJETIICHHS CHMIITOMIB, BHIIPABJICHHS TEHE-
THUYHUX Je(]EeKTiB, TeHHOI Teparii.
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2.1. XBopoOu 3 mNOpYLIEHHSIM aMiHOKHCJIOTHOIO
o0Miny

AJIKANTOHYPifl — ayTOCOMHO-PELIECUBHE 3aXBOPIOBaH-
Hs1, IOB’s13aHE 3 BIACYTHICTIO (pepMEHTY rOMOTE€HTH3UHA3H, 110
3YMOBJIKOE OKUCJIEHHSI TOMOT€HTU3HHOBOI KUCIOTH IIPOMIKHO-
ro MPOJIYKTYy METa0oJi3My aMiHOKUCIOT (DeHIJIaIaHiHy Ta TH-
posuny (puc. 2.1).

OEHIJIAJIAHIH
(heHlTanaHiH-T1ApOKCHIIa3a

(HemOCTaTHICTh BUKIIUKAE
(penisIKeTOHYpIiI0)

THUPO3UH

THUPO3UH-3-MOHOOKCH-
reHasa

(HeIOCTaTHICTD
BUKJIMKA€E aJIbOiHi3M)

TUPO3UH-
TpaHcaMiHa3a

I'APOKCU®EHUIIIIPYBAT MEJIAHIH

roMorenTmsar-1,2-guoKcureHasa
(HEIOCTaTHICTh BUKJIMKAE AJTKANTOHYPiI0)
MAJIEIJIAHETOALIETAT

Pucynok 2.1 — I'eneTnuH1 nopymeHHs: OOMiHY
GdeHinanaHiny B JIOAUHU
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O3HakM XBOPOOW MPOSBISIOTHCS OApa3y Iicis Hapo-
JoKeHHA. Haanmuniok 1iei KUciaoTu BIAKIAAETHCS B CIIOJIYYHIM
TKaHWHI, HAJAl0YM CYTJI000BUM XpSIaM >KOBTO-OpPaH)KEBOI
MIrMEHTallii, Xpsii ByX, IIiK 1 HOCa TeMHIIOTh, 3roJJoM Haly-
BalOTh YOPHOTO 3a0apBieHHsS (OXPOHO3), TEMHIIOTH CKIIEPH
oueil. Ceua mrofiei, y KpoBi SIKUX BiJICYTHIH ()epMEHT, MICTUTh
HEPO3IIEIUICHY TOMOTEHTU3UHOBY KHCIIOTY, OKHCIICHHS K0T Ha
MOBITPl MPHU3BOJIUTH 10 MOTEMHIHHS Cedl MaiKe 0 YOPHOTO
KOJIbOpY (puc. 2.2).

. e
Pucynok 2.2 — AnkantoHypis
310poB’sl IBHO HE CTpa)KAa€, X04a BUIJISIT YOPHOI cedi

HaBOJUThH CTpax 1 MOXKE MOCITYXUTH PO3BUTKY HEBPO3iB. 3 Bi-
KOM HaJJTUIIOK TOMOTE@HTU3aTy MOKE MPU3BOJUTH JIO MATOJIO-
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rii cyrno6iB, xpeOTa Ta iHIIMX OaraTux Ha CHOJIYYHY TKaHUHY
oprasiB. Y JITHIX JIF0OJIeH PO3BUBAIOTHCS ApTPUTH.

BusiBiieHHs rOMOr€HTU3MHOBOI KMCIIOTH IIPOBOJATH 3a
TaKUMHU METOJIaMHU:

— JIO cedi JOJAI0Th JIYT, 10 BUKIIUKAE 11 TOTEMHIHHS;

— peakuis beHeaukTa NpU3BOAUTE 10 KOPUYHEBOTO KO-
JBOPY 3 )KOBTOTAPSYUM OCATIOM;

— IYPILYPHO-YOPHUH KOJIp BUABJISIETHCS IiJ 4ac peak-
Iii 3 XJIOPHUIOM 3aTi3a.

Hiacnocmuxka. Jliarno3 miATBEpUKYIOTh 32 JOIOMOIOO
TOHKOIIIAPOBOi Xpomarorpadii, a Takok 3a (epMEHTATUBHUM
BHU3HAYEHHSM TOMOI'€HTU3MHOBOT KMCJIOTHU B IJIa3Mi KPOBI.

Jlikysanvni 3axoou. Tepamii TeHETHYHOI aJKaNTOHYPIi
Ha ChOTOJHI He po3pobieHo. J[ns 3amoOiraHHs HaIMIpHOMY
YTBOPEHHIO TOMOTEHTH3HHOBOI KHCIIOTH JOIIEHO TOTPHUMYBa-
THCSA HU3BKOO1KOBOI JieTH. [IporHo3 Ha JiKyBaHHS aJIKamTo-
HYpil HECTIPUATIUBHUI. 3aXBOPIOBAHHS Ma€ XPOHIYHUHN TIpoTpe-
cytounit mepe0ir i3 po3BUTKOM HE3BOPOTHUX 3MiH B OpraHi3Mi.

AJBOiHI3M — BpOJKEHa BIJCYTHICTh MIrMEHTAILl MOK-
PHBIB, paiiTyHOi 000JOHKH O4el y TBapuHHM 1 moauHu. Oco-
OuHy, 1030aBieHy 3a0apBIEHHS, HA3UBaIOTh aIbOIHOCOM. Y-
M1a/IKyBaHHS — ayTOCOMHO-PEIIECUBHE.

3a 1Or0 3aXBOPIOBAHHS TOPYIIEHO aMiHOKHCIOTHHA
0OMiH; IepBUHHMNA JePEeKT Ha MOJIEKYJIIPHOMY piBHI — BIACYT-
HICTh (EpPMEHTY THpPO3MHA3U, IO NEPETBOPIOE THUPO3UH Ha
MirMeHT MenaHiH (IuB. puc. 2.1), yHaCIiJ0K Y0ro B METaHOIHU-
Tax MeJIaHIH HEe YTBOPIOEThCSA a00 HOro KUIbKICTh AY)KE Maja.
HIkipa Mae MOJIOYHO-OUTUI KOdip, BOJOCCS IyXe CBITIE, Y
CITKIBII1 Yepe3 BIJCYTHICTh MIIMEHTY MPOCBIYYIOTh KPOBOHOCHI
cymuHH (puc. 2.3).

UyTnauBiCTh 70 CBITJIA MiABHUINCHA (CBITIO00S3HB 1 Uep-
BOHMI KOJIIp O4el 3MYIIYIOTh JII0/Iell HOCUTH TEMHI OKYISpH),
COHSIYHE CBITJIO BUKJIMKAE 3amalibHI 3MiHM B 1IKipi. Ha BiagmiHy
BiJl IHIIMX €H3UMOIIATiH, 10 PO3yMOBOI BiJICTAJOCTI HE MpPH3-
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BoauTh. Y €Bpori oauH anbOiHoc npunanae Ha 20 000 >xute-
niB, a B [liBnennit Amepurii Ta Adpulii aHOMaJIisl TPaIUIETHCS
Habarato dyacrime. B exBaTopianbHiii AMepuIli 30eperiocs
ij1e 1ieM’s anb01HOCIB.

Pucynok 2.3 — Anb0iHi3

Jiaenocmuxka 3a ONMMCAaHUMHU CUMIITOMAaMH 1 CKapramu
Ha OUTh B 04Yax Bij Oy/Ib-IKOTO CBiTJIa, COHSYHI OMIKH BiJ He-
TPHUBAJIOrO NIepeOyBaHHs Ha COHIIl, KOPOTKO30PICTh.

Jlikysanvni 3axo00u TIOBHOIO MIpOI0 HEe po3pobieHo. Pe-
KOMEH/JIaIlil: HOCUTH KOHTAaKTHI JIiH3U a00 OKYJSpH, KOPHUCTY-
BaTHCS CBITJIO3aXHUCHUMH 3aCO0aMHM TIepe]l BUXOAOM Ha BYITH-
110; MEHIlE nepedyBaTu Ha BYJIHUII.

®eninkeTonypia (xpopoda Peirinra) — TSHKKE pere-
CHBHE 3aXBOPIOBAaHHS, 32 SIKOTO B KPOBI Ta JIIKBOPI Pi3KO Mif-
BHIIIEHUI BMICT aMiHOKHCIOTH (eHiTalaHiHy. XBOpoOy BIep-
me ornucaB A. @emminr y 1934 pori, Epsic y 1947 poui 10BiB,
1o 010XiMIYHI MOPYIIEHHS OB’ s3aH1 3 AePIIUTOM (HEepMEHTY
deninananinriapokcunasu. g eH3uMomaTisi HANEXKHUTh [0
XBOPOO aMIHOKHUCIIOTHOTO OOMIHY.

Monexynapuuit mexanizm Kiacuunoi ¢popmu xeopo-
ou. ®epMeHT (eHiTaTaHIHTIIPOKCHIIa3a MePeTBOPIoe (eHia-
JIaHIH y TUPO3HH (IuB. puc. 2.1). ['eH, 1m0 Koaye 1ei pepMeHT,
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MicTuTbCs y 12-i1 Xxpomocomi, Mae po3mip 90 THCSY map HyK-
JIEOTHIB 1 MICTUTH 12 iHTpOHIB. 3aMiHa y 12-My iHTpOHI JiBOi
mexi GU na AU (yHacniiok TpaH3uIlii) MOpyIIy€e CIUIAHCHHT,
IHTPOH HE BUPI3YETHCS, 1 TPAHCIALIS TPUBAE 32 TOCIIIOBHICTIO
IHTPOHY, Jic BUHUKAE CTOI-KOJIOH.

[lepequacHe oOpHWBaHHSA MOJINENTUAHOTO JIAHIIFOTA
MNPU3BOJUTH O TOTO, IIO CHHTE3YEThCS HEPYHKUIOHATHHUN
OLTOK, OPYIIYETHCS CUHTE3 TUPO3HMHY, a (DeHUIAJAHIH 1HIITNM
MEeTa0OJIIYHUM IUISIXOM MOYHHAE MEPETBOPIOBATUCS HA (DEHI-
HipOBIHOTPAgHY KHCIOTY (el HUIsiX oOMiHy B HOpMi Majo
BUKOPHUCTOBYETHCS), sIKA MOJANBIINM TIEPETBOPEHHSIM HE ITiJI-
naetbed. Ll mpoAyKTH HAKOMUYYIOThCS B KPOBI (KOHILIEHTpAIIis
deninananiny 30utbiIeHa y 2—4 pa3u) i TKaHWHAX, a MOTIM BU-
BOJIATHCS 13 CeUero.

@OeninmipyBarT Ma€ BKpall TOKCHYHY JiI0 Ha TKaHUHH
MO3KY (Ha BIIMIHY BiJl TOMOT€HTHU3MHOBOI KUCIOTH, 10 HAKO-
MUYYETHCS 32 AKANTOHYPIi), MEPENIKoKae MPOHUKHEHHIO B
KIITUHU TpUNTOo(aHy 1 CIIPpUUMHSE PO3YMOBY BiACTalicTh. Be-
JUKY pOJib y MaToreHe3l BiAirpae i HecTaua THPO3UHY, IO €
MONIEPETHIUKOM KaTE€XO0JIaMIHIB.

Pucynok 2.4 — ®eHiaKeTOHYPis

Y HOBOHaApOIKEHUX CIIOCTEPIral0Th MOPYILIEHHS B TO-
Hycl M’s31B 1 TOPMOHANbHIA CUCTEMi (TPEMTIHHA, CYJOMH),
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IUACIIEIICIA, IIOTaHO JOJAETHCSI Maca TijIa, 3HIDKEHA MIrMEHTaLis
(KUTBKICTh MEJIaHiHY), IITH BUTJIANAIOTH K OJAKMTHOOKI 0J10-
HJIMHM 31 CBITJIO WIKipoto (puc. 2.4).

3a yMOBHM 3BMYAMHOTO BHUI'0JIOBYBaHHS O3 JIKyBaHHS
10 4-5-T0 Micsls PO3BHBAETHCS PI3KO BHUPaKE€HA PO3YyMOBA
0OMEXEHICTh, HEAOYMCTBO (IMOCHMIIBHICTH ax 10 1d10Tii),
enienTudopMHi Hamaau, Mikpouedatis Ta HU3Ka 1HIIUX PO3-
JajiB, U0 MPU3BOIATH 10 NEepeI4acHoOi cMepTi, 0araTo XBOpux
HE JIO’)KUBAIOTH J10 25 POKiB (HaIiBIETAIbHUN T'eH).

VY  JeskuX MONyJALIsIX YacToTa I'€Ha CTaHOBUTh
1:7000; 15 % BumaakiB 3apeecTPOBAHO B HAMAAKIB OJIM3BKO-
CIOPIITHEHUX LIIH001B, TOMY BEJIMKE 3HAYEHHS MAa€ paHHE BU-
SBIICHHS XBOPHWX, & TaKOX HOCIiB. Y €BpeiB, (iHIB, SAMOHIIIB
Mailke He TpaIuIsIeThCs.

Hiaenocmuky 0GaxaHO MPOBOJUTH HE MI3HINIE HDK Ha
2-11 micsup KUTTA. Ha mepmmx AHAX SKUTTS BUKOPUCTOBYIOTh
cneniadbHUK MikpoOionoriyamii Tect [atpi abo OGioximiuHi
METO/M, a Yyepe3 KUIbKa THXKHIB MOKHA 3aCTOCYBAaTH €KcIpec-
MeToJ1 — rpo0y demniHra.

Tecm ['ampi Buiepiie OyB Bukopuctanuit y 1963 p. I'at-
pt Ta Chro31 AJisi BUSABJICHHS MMIIBUINEHOI KOHIIEHTpaIli ¢eHi-
JaNaHiHy B KPOBI HOBOHAPO/PKEHUX 13 METOIO PAHHBOI AiarHo-
CcTUKU (peHuTkeToHypii (puc. 2.5). B ocHOBY Oyno mokniaaeHo
sBUIIe raabMyBaHHS pocTy Bacillus subtilis ATCC 6051 mig
yac MOCIBY Ha >KMBHWJIbHE CEPEIOBHILE, 1110 MICTUTh O€TaTieHI-
JanaHiH, — aHTUMeTabomiT ¢eHutananiny. [Ing npoBeneHHs
TECTYy KpaIulio KpOBl, Y3STy B IUTUHU Ha (QUIBTPYBaJIbHUM Ia-
ip, HAHOCATH Ha MiHIMaJIbHE arapoBe >KUBUJIbHE CEPEOBUIIIE,
10 MICTUTH crienrdiuHi 1HT10ITOPU POCTY MIKPOOPTaHi3MiB.

3pocTaHHs MIKPOOPIaHi3MiB CTAa€ MOXJIMBUM JIHILIE B
TOMY pa3si, SKIIO PEYOBHHH, 10 MICTAThCS B KPOBI, HEUTpami3y-
I0Th 1HTI0ITOPY arapoBOro CepeioBHIIA. 3a BMICTY (heHITaNaHiHy
B KpOBi, 10 TepeBuiye HopMmanbHi 3HauenHs (0,8-2,0 mr%),
rajJbMyBaJbHUN BIUIMB XIMIYHOTO 1HT10ITOpA 3HIMAETHCS.
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Ilpoba Deninea. bepyrs 5 xpanens 10 % po3uuny
FeCl3, gonmarors 10 1 mur ceui, migKUCIeHOI COJIIHOO abo OIl-
TOBOIO KHCIIOTOI. Y pa3i BHSIBICHHS 3aXBOPIOBAHHS MOKHA
CIIOCTEPIraTH 3eJICHE MOTEMHIHHS, 10 IIBUIKO MTPOXOIUTh.

Pucynok 2.5 — Tecr I'atpi

Xpomamoepagis — HaNIBKIIBKICHHN O10XIMIYHHI Me-
TOJl BU3HAYCHHs (peHIJAIaHiHy 3a JOINOMOTIOI0 TOHKOIIAPOBOI
xpomatorpadii aMiHOKHUCIIOT IJIa3MH KPOBI Ta Ceul.

@Dnyopumempis — KITbKICHUI O10XIMIYHMHA METOJ| BU-
3HaueHHs (eHUIaaHiHy B KpOBI METOJOM XpomaTorpadii Ha
10HOOOMIHHHX CMOJIaXx 3a JOINOMOIOI0 CY4aCHUX aBTOMAaTH4Y-
HUX (QIyOpHUMETPIB.

3 XxapuyyBaHHS TakuX JITeH y mepliii THKHI HICJs Hapo-
JDKEHHSI TOTPIOHO BUKIIIOUWTH (peHIUTaNaHiH, SKUA MICTHUTbCS
Maibke y Bcix Ouikax. CroerianbHa Ji€Ta MPOTATOM MEPIINX
6 POKIB JKUTTS MICTUTh Kallli HA KOOMJITYOMY MOJIOI, OiTHOMY
Ha aMIHOKHCIIOTH, M€JI, MacJio, OBOYl B TIO€JHAHHI 3 Oepiiode-
HOM a0o0 1HIIKUMHU Tigpoi3aTamMu Oika, 3 SKUX BUJAICHUN (e-
HIJAJIaHIH. Y MajiuX KUIbKOCTSX (peHUIalaHiH € BCE X TakKH
HeoOXiTHUM (11 He3aMiHHA aMiHOKMCIIOTa), TOMY pallioH MOT-
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pibHO cyBOpo KOHTpoitoBatH. lle momepenuTs mMOpymIeHHS
(byHKIIH MO3KY, TiTH OyAyTh PO3BUBATHCS HOPMAJIBHO.

VY reTepo3uroTHUX HOCIIB Yy IIa3Mi CIIOCTEPIraroTh Mij-
BHIICHUA BMICT (eHIJIaTaHIHy MICIs XapuoBOrO HaBaHTaXEH-
Hsl. SIKI0 JTFoAMHA BUITIKYBAJIacsl Bijl 3aXBOPIOBaHHS (1€ perie-
CUBH1 TOMO3UTOTH), TO BOHA BCE OJHO Ma€ 11 MyTaHTHUIA I'eH,
SAKH MOJKE TepelaTH CBOIM Hamazkam. Taki >KIHKM Tijg 4ac
BariTHOCTI TTOBHMHHI 3HOBY MOBEPHYTHUCS JI0 JIETH, M00 3a0€3-
neYuTH Oe3redne cepeloBHILe ISl MaHOYTHbOT IUTHHH.

Jlixysanvui 3axo00u — nieToTeparnisi.

T'oMouMCTHHYPISI — CIIaAKOBE MOPYIICHHS aMiHOKHC-
JIOTHOTO OOMiHY, cipyuunHeHe ae(ekToM (hepMeHTY IHCTaTio-
HiH-f-CHHTa3M, 0 Oepe y4acTh y CHHTE31 IUCTETHY 3 TOMOIIH-
cTeTHOM 1 cepuHOM. Ymepiue onucana B 1962 p. Kapcenom i1
Hevinom.

ity 3 UM PO3JIaJIoM 370pOBI Ticis HapoKeHHs. [le-
pIli CUMITOMH, 30KpeMa BHUBUX KPHUINTAINKA OKA, IO BUKJIH-
Ka€ CWJIbHE OCIIa0JIeHHS 30Dy, 3a3BHYail 3 SBISIOTHCA IMICIS
3 pokiB. JliTn 3a3BU4ail Xy, 3 BUKPUBICHUM XpeOTOM, nedo-
pMarli€ro rpyaHoi KIiTKY, BUTSTHYTUMH KiHIIIBKAMHU Ta JOBTHU-
MU TanblsMu. be3 paHHBOI MIarHOCTHKH Ta JIIKYBaHHS 4acTo
TPAIISIOTHCS MICUXIYHI (IICUXIaTpU4HI) Ta MOBEIIHKOBI po3Jia-
IIM, a TaKOX PO3yMOBa BIACTAJICTh. | OMOLMCTUHYPIS TiABU-
IIy€ CXWJIBbHICTh KPOB1 10 MUMOBUIBHOTO 3rOpPTaHHs, MPU3BO-
JSTYU 10 1HCYJIBTIB, MIABUILIEHHS apTepialbHOIO TUCKY Ta Oara-
THOX 1HIIUX CEPHO3HUX MPOOIIEM.

Kniniuni nposieu. Y xBopux HasiBHI JeeKTH 30py (3Mi-
IIEHHS KPUIITAIKMKa), PO3yMOBa BiJICTANICTh, MOPYIIEHHS MO-
BEMIIHKH, TICUXO3W, CYAOMHI Hamaau, naedopmariii ckenera
(yxopoueHHil Tymy0, MOJOBXKEHI KiHILIBKH, OCTEOMOpPO3), IO
HaraaywoTh cuHApoM Mapdana (puc. 2.6).

Hiaenocmuka — CKpPUHIHIOBE OOCTEEHHS HOBOHApPO-
JokeHuX. JIJis miaTBEepKeHHS JI1IarHO03y TOMOIIMCTUHYPIT BUKO-
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HYIOTh aHaii3 QyHKuii ¢pepmenTy B mevinni ta ananizu JTHK.
Takoxx MOXyTh OyTH 3p00JIeH] aHaTI3H KIITUH HIKIPH.

Pucynok 2.6 — 'omonuctunypis

Jixyseanvui 3axoou — Bitamin B6 1 cremianbHa Ji€Ta.
Panns niarHocTuka Ta nieta (0OMEXEHHsI METIOHIHY, 10JaBaH-
HS IIUCTUHY Ta MiPUJOKCUHY) TAlOTh TMPEKPACHI PEe3yIIbTaTH.

lictuauHemisi — 1€ ayTOCOMHO-PELIECUBHE 3aXBOPIO-
BaHHS, CIPUYMHEHE TOPYIICHHSIM KaTabomi3My TiCTHAMHY,
oOyMoBIieHe N1e(pIUTOM Yy MediHli (epMeHTY TicTUAa3H, L0
MIEPETBOPIOE TICTHIMH HAa YPOKAHIHOBY KHCIOTY. YHACIiJOK
IBOTO TICTHJIMH MEPETBOPIOETHCSA B 1MiJ1a30JI-IIIPOBUHOTPAIHY
KHUCJIOTY 1 BUSIBIIIETHCA B ceul. TakoX MiABUIIIEHUN BMICT TiC-
TUAMHY Yy TJIa3Mi KPOBI TOKCMYHO BIUIMBAE Ha JISUTBHICTH HEp-
BOBOI cucteMu. Yactora 3axBoproBanHs craHoBuTh 1 : 20 000.

Kniniyni nposisu. XapaktepusyeTbcsi pO3yMOBOIO BiJIC-
TamicTioO (Maiyke TOJIOBUHA XBOPHX) 1 JAe(hEKTOM MOBJICHHS.
VY neskux Mari€eHTiB TPAIUISIOTHCS HEBPOJIOTIUHI IPOSBU.
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Hiaenocmuka — BUKOPUCTOBYIOTH TPOOY 3 XJIOPHIOM
3aJ1i3a, YHACJIJOK YOro BUHUKAE 3€JICHE 3a0apBIICHHS, 00yMO-
BJICHE HAsIBHICTIO IMiZa30JIITIPOBHHOTPATHOT KUCIIOTH.

Jixysanvni 3axoou. HuzpkomporeinoBa miera. Tiibku
JUTS. TIAIIEHTIB 13 KIIHIYHUMH CHMIITOMaMH — KOHTPOJIbOBaHE
CIOKUBAHHS TICTUIUHY.

XBOpo0a «KJIEHOBOI0 CHPOMY» — I PIAKICHUIN TeHe-
TUYHUM pO3Jaj, TOB’A3aHUM 13 HEIOCTaTHBOIO 3[ATHICTIO Op-
raHi3My JeKapOOKCUIIIOBAHHS JICUIIMHY, 130JICHIIMHY U BaTiHY.
[li aMiHOKHCIIOTH € Ba)KJIMBUMHM KOMIIOHEHTAMH OLJIKIB Ta 1H-
X O10JIOTIYHO AKTUBHUX CITONYK.

VY mronielt 13 XBOpoOOI0 «KJIEHOBOTO CHUPOIY» BIICYTHIM
ab0 BUPOOISETHCS HENOCTaTHRO €H3UM — TiamiHmipodocdart,
HEOOXIAHMI A1 HOPMAJILHOTO OOMIHY IIMX aMiHOKHCIOT. Lle
MOJK€ MPU3BECTH 10 HAKOTIMYCHHS IIKIJTABUX PEYOBUH Y KPO-
Bl Ta TKaHWHAX, 1[0 MOXE CIIPUUMHUTHU CEPHO3HI YCKIATHEHHS
JUTSI 37TOPOB’S1.

Kniniyni nposeu. CuMITOMH XBOPOOH «KIIEHOBOT'O CH-
POITY» MOKYTh MICTHTH TaKi O3HAKH. BTpaTa areTuTy, HyI0Ta
Ta ONIOBAaHHS, PO3BUBAETHCSI KOMATO3HUM CTaH, BHSBISIIOTH
riIepTOHYC; HEWPOJOTiYHI IpoOJieMH, CyIOMH, TIMOIJIIKEeMis,
BUPaKEHUH MeTaboNIyHUIA anuo3; npoOieMu 3 MEeYiHKO Ta
HUpKam#u (puc. 2.7).

. 4\\‘\ ~
I . \\ 4
Pucynok 2.7 — XBopoOa «KJI€HOBOTO CUPOITY»
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Jliaenocmuka — HasSBHICTH 3amaxy cedi, IO Haraaye
KJICHOBUHM cupor. HasgBHICTh aMIHOKHUCIIOT MIATBEPAXKYIOTh 3a
JIOTIOMOT 010 KJTIHIYHHUX aHawi3iB.

Jikyeanvni 3axoou. JlikyBaHHS XBOpOOU «KICHOBOTO
CUPOITY» MICTUTh y 001 CHemianbHy €Ty, IO 0OMEXYE CITO-
KHMBAHHS BMICTY LIUX aMIHOKHCIIOT y 1KY, a TAKOX MOXE Mic-
TUTH TPUHOM CIEIiabHUX TpenapariB i peryaspHANd Meaud-
HUHN Harsi. Y TSOKKUX BUIIAJKaX MOXKE 3HaJOOUTHCA ToCIIiTa-
JIi3arlis Ta IHTEHCHBHA MEIMYHA TTiATPUMKA.

LucTUHYpist — 1€ ayTOCOMHO-PELIECUBHE 3aXBOPIOBAH-
HSl, TIOB’Si3aHE 3 TMOPYIIEHHSIM OOMIHY LMCTHHY. YHAaCHiJOK
LOTO IIUCTUH HAKONMMYYEThCS B HUPKaX 1 MOXE BUXOIUTH y
BEJIMKHX KUIBKOCTAX 4Yepe3 cedoBuil Mixyp. Lluctunypis cripu-
YHHS€ HEAOCTATHIO 3/IaTHICTh HUPOK BUBOJIUTH LIUCTHH 3 Op-
raHi3My uepes ceuy.

Kniniuni nposisu 1uCTUHYPIT MOKYTh MICTUTH:

1. HupkoBi KaMeHi: HaKONMYEHHsS LHUCTHHY B HUPKaX
MO’KE CIIPUYMHUTH YTBOPEHHS KaMEHIB.

2. IligBumieHuii BMIiCT IUCTHHY B C€4Yl MOKE BUKIIMKa-
TH 1pUTALIII0 CEYOBOTIO MiXypa.

3. Ceuya MoOxe MaTH XapaKTEpPHHUU 3amax 4yepe3 BMICT
LUCTHUHY.

4. CnaOKicTh 1 BTOMA: OCKITBKM HHUPKH HE BHBOJATH
IUCTHH €(EeKTUBHO, 1€ MOXXE BIUIMBATH Ha 3arajlbHUA CTaH
OpraHizmy.

5. MOXIIUBICTh ypa)KeHHS CYTJIO0IB 1 IIKIPU: Yy ASIKUX
BUTIQ/IKAX HAKOMMYEHHS MCTHHY MOJXKE BIUITMBATH HA CYTrJIoOH
Ta mkipy (puc. 2.8).

Hiaenocmuka. ]JliarHo3 YCTaHOBIIOIOTH BHU3HAYCHHSM
PIBHS LIUCTHHY B CEHi.

JlikyeanvHi 3ax00u MICTATh y cO01 CHeliaIbHy AIE€TY 3
OOMEKEHHSIM B XapuyBaHHI MeTiOHIHY. TakoX MOXYTb HpuU3-
HayaTH TpenapaTH, SKi JOMOMaraloTh 30UTBITUTH BHUBEICHHS
HHUCTUHY 4Yepe3 ceuy. PerynspHuil MeauyHUN HArjs BaKIIH-
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BUH A1 KOHTPOJIO PIBHIB LUCTHHY B OpraHi3Mi Ta morepe-
JKEHHST MOXKJIMBHX YCKJIa/{HCHb.

Pucynok 2.8 — Huctunypis

XBopo6a XapTHyna (amiHOAUMIypis OUKapOOHOBHUX
KHCJIOT) — 11€ P1JIKICHE ayTOCOMHO-PELIECHBHE CIIaJIKOBE 3aXBO-
PIOBAaHHS, IO XapaKTEePU3YeThCS MOPYIIEHHSAM OOMIHY TpHII-
todany. Tpuntodan — He3aMiHHAa aMIHOKHCIIOTA, sIKa MMOTparl-
Jsi€ 10 OpraHi3My TUIbKM uepe3 1Ky, Oepe ydacTb y CHUHTE31
HIKOTHHOBOI KHCJIOTH (BiTaMiny B3).

3axBOpIOBAaHHS BIEpIIE ONHMCAB AHIIIWCBKUN JIiKap
J. Bapon y 1956 poui, iioMy nanu Ha3By Ha 4eCTh IMEPILIOTO
XBOPOTr0, y SIKOTO BOHO Oyjno niarHoctoBaHo. [lommupeHicTh
xBopoOu XaptHyna ctanoBuTh Big 1 : 18 000 mo 1 : 54 000
0ci0. 3HaYHHUX TeHIePHUX BIIMIHHOCTEH HeMae.

KnacugikyroTs ABa HanpsiMU pO3BUTKY 3aXBOPIOBAHHS:

1) yHacHiIOK TeHHOI MyTallil B MallieHTa MOTiPIIYEThCS
BCMOKTYBAHHsI TPUNTO(AHY B HITYHKOBO-KHMIIKOBOMY TpPaKTIi;
TpUNTO(aH HAKOMMYYETHCS B KUIIEYHHUKY 1 B3aEMO/Ii€ 3 OaKTe-
pisIMH, YHACHIZOK LBOTO YTBOPIOIOTHCS TOKCHYHI MPOAYKTH
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po3majny, SKi OTPYIOIOTh OpraHi3M (LIKIpHI BUCHITAHHS, HEBPO-
JIOT14HI PO3JIaJIN);

2) yepe3 MOTIPIICHHS BCMOKTYBAaHHS TpUNTO(aHy, IO
BUIUSIETHCS B MIABUIIICHUX KUTBKOCTSIX Pa3oM i3 Ce4ero, YTBOPIO-
€TbCA Ae(ILUT, 3HWKYETHCS CUHTE3 HIKOTUHOBOI KUCIIOTH, PO3BU-
BAETHCS aBITAMIHO3; 11€ BIUIMBAE HAa CTAaH CIM30BHX OOOJIOHOK 1
IKIpH, @ TAKOXK CIPHUYMHIOE PO3JIa]l pOOOTH TPABHOI CUCTEMH.

Kniniuni nposisu. Tlepii KIIiHIYHI TPOSIBU MOXYTh BH-
HUKaTU B Oy/b-KOMY Billl, BOHU HaraJlytoTb KapTHHY HeJIarpu —
MATOJIOTIYHOTO CTaHy, CIPHYMHEHOTO HEJIOCTATHICTIO HIKOTHU-
HOBOI KHCJOTH. [IpuunHamMu, mo MpoBOKYIOTH PO3BUTOK XBO-
poOu, € HeJOoCTaTHE XapuyBaHHS, €MOIINHMI uu (i3uyHUI
CTpecC, IPUHOM JIKapChKUX MPEnapariB Ta iH.

OCHOBHMM CHUMNITOMOM XBOpoOu XaptHyna € ¢apOy-
BaHHS ceul y OJaKUTHUN YU CHHIN KOJip, 0 OOYMOBJIEHO Ha-
SBHICTIO B Hifi OKHCIEHUX MPOAYKTIB 3HEIIKOKEHOIO MeYiH-
KOO 1HJIOTY.

VY XBOpHX CIIOCTEPIrar0Th IMeIarporoaioHi MKipHI BUCH-
MaHHs Ha OONMYYl Ta BIOKPUTUX AUISHKAX Tia, (HOTOUYTIH-
BICTh, HEBPOJIOTI4HI po3naau. Ha BiIKpuTHX IUISHKAxX Tina (00-
JUYYsl, s, PYKH) 3’ABJISIOTHCS YEPBOHI IUISIMM, LIKIpa CTa€e
rpy0010, 3’ ABIAIOTHCS OYyIbOAIIKH 13 CEPO3ZHUM BMICTOM.

Haityactimumu  Hecrienn(iuHUMU ~ HEBPOJIOTTUHUMU
CUMIITOMaMH € TOJIOBHUN OUIb, 3amaMOpOYCHHS, OE3COHHS.
YacTo OyBalOTh HEMIPUTOMHOCTI. 3a TSHKKOIO Iepediry MokHa
CIIOCTEpIraTu MOpyLIEHHS KOOPAUHAI] PyXiB, HECTIHKICTh MiJ
4yac XOJIHHS, TPEMOP PYK 1 rosioBu. YacTo TparuisitoTbCs BiJl-
XWJICHHS y NCHXIYHIA cdepi, HApHUKIaA, NOCTIiHI mepenaau
HACTPOIO, TIAKCUBICTh. Jly’ke piAKiCHI KOCOOKICTh, MUMOBIJIb-
H1 KOJIUBaJIbHI PYXH OYEH.

VYceknaaHeHHsIMU 3 OOKY MCHUXIUHOI chepu MOXYTh OyTu
Taki: Jerpecis, rocTpi NCUXO3HW, TamronuHauii. IcHye pusuk
YepernHO-MO3KOBHX TPaBM 1 PI3HUX MEPETIOMIB.

XBopuil BiauyBae cBepOK 1 MEUIHHA B MICISIX BHUCH-
naHb. Yepes KijgbKa JHIB IMIKipa B YpaKE€HUX AUISHKAX Haly-
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Ba€ KOPUYHEBOTO BIATIHKY, MOYMHAE JYIIUTUCSA, CTOHIIYBa-
trcs (puc. 2.9).

Pucynok 2.9 —XBopoba XaptHyrma

Jiaenocmuxa. JliarHO3 CTaBIATH Yy pa3i BUSABJICHHS Mij-
BUIIIEHOI KOHIIEHTpAIlii B ce4yl HEUTpaTbHUX aMiHOKHCIOT 1
MPOAYKTIB iXHBOT'O PO3May, 10 HIATBEPIKEHO MOJIEKYISPHO-
TEHETHYHUM JIOCIKESHHSM.

JlikysanbHi 3ax00u MICTATh JIETY, 3aXUCT MIKIPHUX TO-
KpPHUBIB BiJl COHSYHUX MPOMEHIB, MPU3HAUYEHHS MpenapariB Hi-
KOTHHOBOI KMCIIOTH.

2.2. XBopoOM 3 MOpyHIEeHHSM BYIJI€BOJHOI0 OOMiHYy

l'anakro3emiss — periecCMBHE 3aXBOPIOBaHHS, BUKJIMKaHE
ne(eKToM y MeTaboNIYHOMY IIUIAXY rajdakTo3u (MOpYyLIeHHH BY-
TJICBOJHUEN OOMIH), T€H JIOKaTi30BaHul y 9-if xpomocomi. Opra-
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HI3M HE 3/IaTHUH BUKOPUCTOBYBATH JIAKTO3Y (MOJIOYHHUH ITYKOD),
sIKa B KUIIEYHUKY PO3LICTUTIOETHCS 10 TaJlaKTO3M, a uepe3 Oioka-
ny depMmeHTty raisakto3o-1-gocdarasu (ramakro3o-1-gocdary-
puarI-TpaHcdepa3n) 3aCBOEHHS TATAKTO3M HEMOXIHBE. | anak-
TO3a HAKOIMYYEThCS B TKAHUHAX, 30KpEMa 1 B KPOBI.

Kniniuni npossu. Ilin 9ac royBaHHS TUTHHH MOJIOKOM
3’ABISIETBCS OJIIOBOTA, IMCIIENCis,, 3HEBOJHEHHS OpraHi3My,
TINOTJIIKEMisl, MaJliHHS Macu TiJIa, PO3BHBAETHCS >KOBTSIHHIIA,
30UIBIIYEThCS TEUiHKAa Ta CeJe3iHKa, HaJajdl PO3BHBAIOTHCS
MPO3 MIEUIHKU, PO3yMOBA BIJICTANIICTh, YTBOPIOETHCS KaTapakTa,
renaToCIuICHOMETallisl, MOXKJIMBA paHHs cMepTh (puc. 2.10).

Pucynox 2.10 — INamakro3emis

Jiaenocmuxa. PanHs niarHoctuka (miTe 10 3 pokiB) 1
BUKJIIOYEHHS 3 1KI MOJIOKA JIONYCKalOTh HOPMAaJbHUN pPO3BH-
Tok. Yacrora rereposurot cepex Hacenenns 1 : 70 000, gacto-
Ta XBOpoOHM cepen HoBOHapomkeHux — Bim 1 @ 187 000 mo
1 : 8000, y cepennpomy — 1 : 30 000. [liarHoCTHKa — BH3Ha-
YeHHsI KOHIIGHTpAIlil TaJakTo3u B KPOBi, ceui, aKTUBHOCTI (e-
PMEHTY B €PUTPOITUTAX.

JlikysanwvHi 3axo0u. be3nakrozne xapuyBaHHS (BUKIIIO-
Yal0Th IPYyIHE 1 KOPOB’siU€ MOJIOKO).

I'nikoreno3u, abo XxBopoOM HAKOMUYEHHS TJIIKOT€HY —
rpyna ayTOCOMHO-PEIIECHBHUX 3aXBOPIOBAHb, CHPUYHMHEHUX
MOPYUICHHSM aKTHUBHOCTI a00 BIiJCYTHICTIO (DepMEHTIB, sKi
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OepyTh y4acTh y IEPETBOPEHHX rimikoreHy. ledinut dhepmen-
TiB MO’X€ BUHUKHYTHU B TEUiHIlI 200 M’s13aX 1 BUKJIMKATH TiIOT-
JmikeMiro a00 BIJKJIAIEHHS aHOMAIbHOI KUIBKOCTI 200 THITIB
riikoreHy (abo HOro MpOMiKHUX METa0ONITIB) y TKaHHWHAX.
3axBOPIOBaHICTh TparwisgeTbes npubauzno B 1 : 25 000 Hapo-
JDKEHUX, TIOKa3HUKU MOXKYTh OYTH 3aHUXKEH1, OCKUIBKH JIETTI
CyOKmiHIYHI popMHU MOXKe OyTH HE AIarHOCTOBAHO.

Kniniuni npossu. CynpoBOIKYIOThCS CIIa0KICTIO, 30i-
JBIIEHHSAM TICYIHKH, TINOTJIIKEMIE0, 3aTPUMaHHAM pOCTY; Y
MEYiHIl, M’s3aX Ta IHIIMX OpraHax BITKJIAJA€ThCS TIIIKOTEH.
Yacro B mepIir poKH KHTTS HACTAE CMEPTh.

Hiaenocmuka. JliarHO3 MiATBEPIXKYIOTh Ha TMiJACTaBi
anamizy /JIHK.

Jlixysanvui 3axoou. IIporuo3 i nikyBaHHS XBOpPOO HaKo-
MTUYEHHS TIKOTeHY BapiIOIOTHCS 3aI€KHO BiJl TUITY, ajle 3a3BUYail
JKyBaHHSI MICTUTh MPUIMaHHS Xap4yoBUX J00aBOK 13 KYKypy-
I3STHUM KpoxXMasieMm, mo0 3a0e3neunTr CTiKe JHKEPeso TIo-
KO3 — 3a MEYiHKOBUX (HOpM 3aXBOPIOBAHHSA, Ta YHUKHEHHS (i-
3UYHHUX HABaHTAXXEHb — 33 M’s130BHX (hopm (puc. 2.11).

Pucynok 2.11 — I'nikorenos
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DpyKTO3€eMisl — ayTOCOMHO-PELIECUBHE 3aXBOPIOBaH-
Hsl, IO TIOB’Si3aHE 3 IMABHUIICHUM BMICTOM (PYKTO3U Y KIIi-
TUHAX 1 TKkaHWHaX. [lomupeHicTh 3aXBOpPIOBaHHS CTaHOBUTH
1:20 000 naceneHHsI.

[IpuurHOIO € 3HWKEHA aKTHBHICTH (epMEHTY (PPYKTO-
30-1-docdaTanpaonazu, acuMitsmist QPYKTO3U 3aTPUMYETHCS
1o ppykroszo-1-docdary, y Takuii crnocid BOHA HAKOMTUIYETHCS
B TKaHWHAX OpraHi3My 1 BUKIUKae TOKCUYHY Aito. Lle mpusBo-
JUTH 10 HU3KH MOPYIIEHb (DI3UYHOTO 1 PO3YMOBOTO PO3BUTKY,
KOBTSIHUII, CEPIIEBO-CYAMHHOI HemocTtaTHOCTI. CHoXUBaHHSA
(GPYKTIB BUKIMKAE TSDKKY TIMOTJIIKEMil0, HYIOTY, OJIOBOTY,
CYJIOMH, TOTOBUIIJICHHS.

Hiaenocmuka — BUSBICHHS (DPYKTO3HM B C€Yi Ta aKTHB-
HOCTI ()EpPMEHTIB Y IyHKTATi NEYiHKH.

Jlixysanvui 3axo00u — nieToTeparnisi.

Cunapom manabadcopOuii ByrJjieBoaiB — HE3aTHICTH
3aCBOEHHSI OKPEMHUX BHIIIB BYTJICBOJIB YHACTIIOK AedimuTy
OJIHOTO YM OlJIbIlIe KUIIKOBHX (DEPMEHTIB. ¥ HOpMI Jucaxapu-
JIM PO3MICIUTIOIOTHCS 10 MOHOCAXapyu/iB AUcaxapuaa3aMu (30K-
pemMa JIaKkTa3or, MallbTa3olo, 130MalIbTa30k0, CyKpa3or (iHBep-
Ta3010)), PO3TAIIOBAHUMH Ha €HTEPOLMTAX TOHKOIO KHUIIEYHU-
ka. Heposmemnieni aucaxapu MaroTb BUCOKY OCMOJISIPHICTD 1
NPUTATYIOTH BOAY Ta EJEKTPOJITH B MPOCBIT KHUIIEYHHKA, IO
MPOSIBIISIETHCST BOJSIHUCTOIO Jliapeero. YHACHIJOK MepeTpaBiIeH-
HSl BYIJIEBOAIB MIKpOGUIOPOIO B TOBCTIM KHIIII yTBOPIOIOTHCS
ra3u (BOAECHB, IBOOKHC BYTJIEIIO, METaH), IO CYMPOBOIKYETHCS
3IYTTSIM 1 PO3TIATYBAaHHSM >KUBOTA, ITOSBOIO OOJIO B )KHBOTI.

Kniniyni nposeu. Y AiTed micns BXKUBAHHS 3HAYHOI Ki-
JBKOCTI MOJIOKAa PO3BUBAETHCS Jlapes, MOXKE CIIOCTEpiraTUCs
BIJICYTHICTh IPHUPOCTY Macu Tina. s HOpociux micis BKHU-
BaHHS JIAKTO3U XapaKTePHUH PO3BUTOK BOJSHHUCTOI jiapei,
3yTTS, HAIMIPHOTO BIIXOJPKEHHS T'a31B, HyIOTH, OypuaHHs Ta
60110 B JkMBOTI. JIJIs MOSBU CUMIITOMATHUKH, 3a3BUYail, MOTPiO-
HE BXKMBAHHS MOJIOYHUX MPOIYKTIB, IO MICTATH 250—-375 M
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MoJioka. [liapess Moke OyTH JHOCUTHh BUPaKCHOIO Ta CYIPOBO-
JDKYBAaTHCS BUBEICHHSIM IHIIMX IMOKUBHUX PEYOBHH, SIKi HE
BCTUTIIN abcopOyBaTHCS.

Hiaeno3 TpyHTY€EThCS HA KIIHIYHHX JTAHUX 1 pe3ylibTa-
Tax BOJHEBOIO JMXaJbHOTO TECTy (XBOpUH MpHiiMae mepopa-
apHO 50 T makTo3u i1 yepes 2, 3 1 4 rogAUHM MICIsA LBOTO 32 J10-
MOMOTOIO CIIELIANBHOTO MPHUJIAAY B MOBITPI, IO BHIAUXAETHCS,
BHMIPIOIOTh BMICT BOJHIO, IIT0 BUPOOJISAIOTH OakTepii 3 He3ac-
BOEHOTO JAMcaxapuay). TakoKk HEMepeHOCUMICTh JIAKTO3U MO-
’KHA TIPUITYCTHTH HA IIJCTaBl MiJABUIICHHS KHCIOTHOCTI Kaiy
3a HASIBHOCTI XpOHIYHOT uu enizoauyHoi miapei (pH < 6).

Jlikysanvhi 3axo0u — nieroreparnis. GepMeHTHI TTperapa-
TH € JOIOBHEHHSIM [0 HIETHYHUX OOMEKEHB, ajleé HE 3aMiCHOIO
Tepariero. [lamieHTH 3 HEMEPEHOCHMICTIO JIAKTO3H TOBHUHHI
npuiiMary npenapar Kanbiiro (1200-1500 mr/aens).

2.3. XBopoOH 3 MOpyIIEeHHAM JIilliIHOro 00Miny

XBopo6a Himanna — Ilika (c¢inromieninos, cginro-
MIEJIIHOBUH JIMIIOM) — PiJKICHA ayTOCOMHO-pElleCUBHA XBO-
poba, nedexT IiniAHOro 0OMiHY, 3a SIKOTO MOPYIIEHO (YHKIIIIO
(dbepmenTy chinromieninasu, sika Biamemtoe GochoxomiH Bija
chiHromieniny. Ymepiie HO30J0TiI0 OMUCAB HIMEIbKUN TeTi-
atp A. Himann y 1914 p. YactoTa 3aXBOpIOBaHHS CTaHOBUTh
1:100 000-1 : 120 000 HOBOHAPOKECHHUX.

Cdinromienin — HaUNOUIMPEHIMINN CIHTOMIMIA, 0CO0-
JMBO Oarato Horo B Mi€TIHOBUX OOOJIOHKAaX HEPBOBUX KIITHH.
Moro moBra MoNeKyna CKIAJaeThes 3 TOIAPHOI «TONOBKH»
(dhochoxominy, Bif sIKOT BITXOAUTH 3ATUIIOK JOBTOTO JIAHITFOTOBO-
r0 aMiHOCIHPTY C(HIHTO3UHY, A0 SKOTO Yepe3 aMiTHHUH 3B’SI30K
MIPUEAHAHUM TOBIUH 3AIUIIOK )KUPHOI KUCIIOTH.

Kniniuni nposeu. Y XBopux C(IHrOMI€NIH HAKOMHUYY-
€THCSI B MO3KY, CEJe3iHIll, MeUiHIli, JIETeHsIX, 10 MPU3BOAUTH
710 3aTPUMaHHS PO3YMOBOTO PO3BHUTKY, 30UIBIICHHS MEYiHKH,
YIOBUIBHEHHS POCTY, 3HUKHEHHSI MIAMKIPHOT AKUPOBOI KIIITKO-
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BHUHHU, CY/IOM 1 CMEpTI B paHHbOMY Billi (3a3BUuYail y mepiii
3 poku xkutTs) (puc. 2.12).

Pucynok 2.12 — XBopo6a Himanna — [lika

Jiaenocmuxa Ha paHHIX €Tamax MEePUHATAIBFHOTO PO3-
BUTKY. [IpeHaTanbHuii ckpuHiHr. JliarHo3 CTaBiIATh HA MiACTaBl
ananizy JIHK ta/abo anamni3zy hepMeHTIB JICHKOIHTIB.

Jlikysanvui 3axo0u. XBopoOa € HEBUITIKOBHOK. Bapian-
TaMH JIKYyBaHHS MOXYTb OYTH TpaHCIUIAHTAllisl KiCTKOBOTO
MO3KY, TpaHCIUIaHTallii CTOBOYpPOBUX KIITHH 1 (pepMeHTOo3a-
MiHHA Teparis.

XBopo0a Tes — Cakca (quTsa4ya aMaBpOTHYHA ixi-
OTifl) — TSHKKUM po3J1al HEPBOBOI CUCTEMH, CIIPUYMHEHMH I10-
PYIIEHHSIM JiimitHoro oOmiHy. HasBaHo Ha 4ecTh OPHUTAHCHKOTO
opranbmonora Yoppena Tess Ta aMepHUKaHCHKOIO HEBPOJIOTa
bepnapna Caxca, siki Briepiie Onucaiy e 3aXBOPIOBaHHS He3a-
nexHo onuH Bij oxHOoro B 1881 p. 1 1887 p. Lle 3axBoproBaHHs
3 TPYNH TAHTII03UI031B CIIPUUYMHEHO PEIECHBHOIO MYTAIIE€r0
reHa, po3TamioBaHoro Ha 15-if xpomocowmi. BincytHicts (ep-
MEHTY T€KCO3aMiHia3u A MPU3BOAUTH JO HAKOIMYCHHS B Ji-
30coMax ii cyOCTparTiB TaHTII03WAIB (JIIIMiAOMOMIOHNX pedo-
BUH), IEPEBAXKHO B HEPBOBUX KIIITUHAX KOPH MO3KY, Y CITKIBII
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OKa Ta Me4YiHKH; Y HEPBOBIi CUCTEMI PO3BUBAIOTHCA JeTreHepa-
THUBHI TIPOIIECH.

Xoua 3axBoproBaHHsl piakicae (1 Bunagok Ha 300 000 Ha-
POIDKEHB), cepel €BpeiB amkeHasi (BuxiamiB i3 LleHTpambHOT
€pponu), mo craHoBiATh 90 % eBpeiB CIIIA, yactota myxe
Benmuka — 1 : 3600 HOBOHApOKEHUX, TOOTO KOKeH 28-i1 eBpeit
alKeHasl € HOCIEM reHa.

Kniniyni npossu. XBopoOy B pElECUBHUX TOMO3HUTOT
MO>KHA BHUSIBUTH JIMILIE Y APYTid MOJIOBUHI MEPIIOTO POKY KHUT-
TS TUTHHHU, KOJIM BUSBIIETHCS MPOTrpPECylode BiacTaBaHHS ¢i-
3UYHOTO PO3BUTKY, MOPYILIECHHS 30pYy Ta IHTEIEKTY; MiIBUILIEHO
PYXOBY pE€aKIlito Ha 3BYKOBIi mojapasHuku. Hamami XxBopuii cii-
MUHA, PO3BUBAETHCS HEJOYMCTBO, PO3JaaAd PYXOBUX (DyHKIIIN
(Tmapaiv) mpu3BOAATH 10 TOBHOI Oe3mopamHocti. TsoKki cumI-
TOMH HapOCTaIOTh, 1[0 MPU3BOJUTH 10 CMEPTI B pAHHBOMY Billi
10 4-5 pokis (puc. 2.13).

Pucynok 2.13 — XBopoba Tes — Caxca

Hiaenocmuxka. TlaTonoriro mioaa Moke OyTH BHUSIBIIEHO
METOZIOM aMHIOIleHTe3y. Benuke 3HaueHHS Mae TeHETUYHE
KOHCYJIBTYBaHHS TOJPYXOKS, OCKUTbKH 27-53 % BHIajkiB
TpaIIsEThCS y IITF00axX IBOIOPITHUX OpartiB 1 cecTep.
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OdTranpMocKomiss OYHOTO JTHA BUSBIISIE HA CITKIBII Yep-
BOHY uIsiMy (puc. 2.14).

Pucynok 2.14 — YepBoHa 1isiMa Ha CITKIBIT

Jixysanvni 3axoou. EQEKkTUBHOI Teparrii He 3HAWIEHO.
JIikyBaHHSI TPYHTY€ETHCS HA TMOJETIICHHI CHMIITOMATUKU XBO-
poro i mokpamaHHi SKOCTi KHUTTH.

2.4. XBopoOu 3 mopyuieHHAM OOMiHY HYKJIEiHOBHX
KHCJIOT

XBopoba Jlema — Haiixana — perecuBHe 3aXBOpIO-
BaHHs, 3UeIJICHE 31 CTAaTTIO, 3a SKOr0 MOPYIIEHUH OOMiH my-
puniB. Cunnpom omnucaiu B 1964 p. cryaent Jlem 1 memiatp
Haiixan.

XBopoOa BUKIMKaHA ACPIUTOM TINOKCAHTUH TyaHIH-
dbochopudozuntpanchepazu (HPRT); cryminp pedinury 3a-
JEXUTH BiJ KOHKpeTHUX MyTauid. HPRT-nedinut npusBoauts
710 TIOPYIIEHHS HUIAXY peyTHIIi3alii TIMOKCAHTUHY Ta T'yaHIiHY.
Haromicte mypuHHM AerpaayroTh A0 ce4oBoi Kuciaotu. Kpim
TOT0, 3MEHIICHHS 1HO3UTONy MOHO(pOoC(]ATy 1 T'yaHO3MII MOHO-
¢docdary NpU3BOAUTH 1O MOCHIEHHS KoHBepcii S-(ocdopu-
603un-1-nipodocdary (PRPP) y 5-pocdopudbozunamin, mo e
OUTBIIIE TIOCHITIOE HAIBUPOOHUIITBO CEYOBOT KUCIIOTH.
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Kniniuni nposeu. 3axBOpIOBaHHS 3a3BUYal MpOSBIIS-
€ThCA y Bil 3—12 MICAIIIB 13 MOSBOIO MOMapaHYEBUX IMIIUHOK
(KCaHTHH) y cedi; BOHO MPOTPECYE A0 MOPa3Ku IEHTPaIbHOI
HEPBOBOI CHCTEMH 3 PO3YMOBOIO BIJICTAIICTIO, CHACTUYHUM
nepeOpaibHUM  MapajiiueM, PO3YMOBOIO BIJCTAJICTIO, IOPY-
IIEHHSM KOOpJWHAIII PyXiB 1 KpallHBOI arpecUBHICTIO, sKa
4acTO 3BEPTAETHCS HAa caMHX cede: JITH KycaroThb co0i ryou Ta
majblli Ha pyKax i Horax i MOXyTh cebe mokamiunti (puc. 2.15).
[Ti3Hime XpoHiYHA TiNEPypPUKEMIisl CIIPHYUHIE CUMITOMH I10-
narpu (Hampukiaa, cedokam’ siHy XBopoOy, HegponaTito, moja-
TPUYHUHN apTpuT, ToycH). XBOpi MAIOTh HU3KY KOTHITUBHHX 1
MOBEIIHKOBUX MOPYIIEHb, €TIONOris SIKUX HEACHA; HAyKOBII
BBa)KalOTh, 1[0 BOHU HE I10B’sI3aHi 13 CEYOBOI0 KHCIIOTOIO.

Hiaenocmuky TPUNYCKAIOTh Y MOEIHAHHI JTUCTOHII, pO-
3yMOBOI BiJICTAJIOCTI Ta WICHOYIIKO/KeHHA. PiBHI cedoBoOi
KHCJIOTH B CHPOBATIII KPOBI, 3a3BWYal, IiJIBUILCHI, 1 11 MAT-
BEPUKYIOTH 3a oriomororo JIHK-anamizy.

mas” M

s

Pucynok 2.15 — XBopob6a Jlema — Haiixana

Jlikyeanvui 3axoou. CrnocoOu JiKyBaHHS MOPYILIEHb
(GyHKIIT HEeHTpaIbHOI HEPBOBOI CUCTEMH HEB1JIOMIi; BEICHHS —
niaTpuMyBasibHe. CaMOCKaJIiYeHHS MOXe BUMAaraTi BXKUBaHHS
¢b13MYHUX 3aX0/1B, BUAJIEHHs 3y0iB, a 1HOJI I JIIKApChKOi Te-
pariii; 3aCTOCOBYBaHHS pi3HOMaHITHUX Ipemnapartis. I'inepypu-
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KEMiIO JIIKYIOTh 13 3aCTOCYBaHHSM Ji€TH 3 HU3BKUMHU JI03aMU
MypHUHIB (HANMPUKIIAJ, YHUKAIOYM M SICHHX NPOIYKTiB, 000iB,
CapAMH) Ta aJOMYPHHOINy, IHTIOITOpPY KCAaHTHH OKCHAA3U
(ocTaHHIM (DepMEHT NMUIAXY KaTaboJi3My IypUHIB). AJIONypH-
HOJI 3armo0irae MepeTBOPCHHIO HAKOMMYEHHS TIMOKCAHTUHY Ha
CEUOBY KHUCIIOTY, TOMY IO T1IIOKCAaHTUH J00pe pO3UMHHUMN, BiH
BUJIUTSETHCSL.

Ilogarpa — ayToCOMHO-IOMiHAHTHE 3aXBOPIOBaHHS,
BHUKJIMKAHE TIMEPYyPUKEMI€I0, IO MPU3BOJIUTH IO BHITAJaHHS
KpHUCTaJIiIB MOHOYpATy HaTPil0 BCEPEANHI Ta HABKOJIO CYTI00iB,
0 € 31e0UTBIIOT0 MPUIUHOIO PEUIUBHOTO MEepediry TrocTpo-
ro abo XpOHIYHOIO apTPUTy. XPOHIYHE 3aXBOPIOBAHHS, LIO
XapaKTepU3Y€EThCSl TOCTPUMH HaragaMy OOJIO Ta 3alalbHUMHU
SIBUIIIAMH B CYIJ100ax (apTpUTH).

[leHeTpaHTHICTh IIHOTO AyTOCOMHO-JIOMIHAHTHOTO 3a-
xBoproBaHHs B romo3urot — 100 %, a B reTepo3uroT 3aj1exuThb
Bix crarti: 20 % y 4onoBikiB (3a3Buyaii JiTHIX) 1 0 % y XKiHOK,
TOOTO O3HaKa OOMEKeHa CTaTTIO (mojarpa Bpa)kae MepeBasKHO
40JIOBIKiB). PO3BUBa€eThCA B JITHIX JIFOJEH, X04a 1HO1 KITHIYHI
posiBU crioctepiranucs i B 11-piuHux.

Kniniuni nposisu. lepmnii Hanay (3aroCTpeHHs) 1oaar-
pH 3a3BMYail Mae MOHOCYIJIOOOBMH XapakTep 1 3/1e01IbIIOro
Bpakae 1-it mmocHedananroBuit cyrino0. Jlo cuMIitoMmiB moaarpu
HaJleKaTh TOCTPUIN TSHKKUNA Olllb, UyTIMBICTD, MiBUILECHHS JIOKA-
JIBHOT TEMIIEpaTypH, MOYEPBOHIHHS Ta MPUITYXJIIiCTb (puc. 2.16).

Buknukana nmopymeHHsIM OOMiHY PEYOBMH: NPHCKOpE-
HUM CHHTE30M 1 HEJOCTaTHIM BUBEICHHSIM HHUPKAMH CEYOBOI
KHUCJIOTH, L0 HAKOMUYYETbCA B IUIA3Mi KPOBI Ta TKaHMHAX;
BIJIKJIQZICHHS ypaTiB (KPUCTaJIIB CEYOKHUCIIOIO HATpPil0) BUKIIHU-
KaloTh TOYEPBOHIHHA 1 MPUIYXJICTh CYIJI00iB, ypa)xaroTbcs
HUPKU (BIAKJIaJEHHS B HUPKOBUX KaHANbLX). BBaxaroTs, 110
NpUYMHA TOJarpu — CHaJKoBa HEOCTAaTHICTh SKOToch 13 (ep-
MEHTIB IMypPUHOBOTO OOMiHY, i PO3BHUTKY CIpPHUSIOTH >KUPHE
M’SICO, BHHO.
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Pucynok 2.16 — ITonarpa

Hiaenocmuka. JIns MOCTaHOBKH /A1arHO3y MOTpiOHA i1e-
HTHQIKAIS KPUCTAIIB y CHHOBIAIBHIN PiIHI.

Jlikysanoni 3axoou. CUMITOMATUYHE JIKYBaHHS Mic-
TUTH y 001 J€TY, BUKIIOUEHHS 3 1K1 MPOJIYKTiB, OaraTux HyK-
neotuamu (MeviHKa) Ta MypuHaMu (KaBa, yail), MpU3HAYAI0Th
AJIOITYPHHOJ — 1HTIOITOp (pepMeHTYy KCaHTWHOKCHAA3H, IO Tie-
PETBOPIOE IMYPUHH HA CEUYOBY KUCIOTY (Y AESKUX XBOpHUX Jede-
KTHa 1 TIMOKCaHTHH-TyaHiH(pochoprbozmi-Tpancdepasa, y HUX
aJIONYPUHOJI BUKJIMKAE IOPYILIEHHS BCHOTO ITYPUHOBOTO OOMIHY).

XBopo6a XaHTIHITOHA — ayTOCOMHO-JIOMIHAaHTHE 3a-
XBOPIOBAHHS, 1110 XapaKTepU3Y€EThCSI PO3BUTKOM XOpei, Helpo-
TICUX1aTPUYHUX CHUMIITOMIB 1 IPOTPECYIOUNX KOTHITUBHHX IT0O-
PYLIEHb, 5Ki, 3a3BHYall, MOYMHAIOTECS B ceperHboMy Bimi. Ha
xBOpOoOy XaHTIHTTOHA OJHAKOBO CTPAXJAOTh MPEICTABHUKHU
000X craTei.
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[Ting yac xBOopoOM XaHTIHITOHA BiA3HAYAIOTH aTPODir0
XBOCTATOTO si/ipa, JereHepalio MUIMUKOBUX HEHpPOHIB y Mei-
IbHUX BIJJIIJIaX CMYTacTOrO Tijla, a TAaKOXX 3HIKEHHS PiBHS
TakUX HelpomeniaTopiB, SK TraMMa-aMiHOMACJSHA KHUCIIOTa
(TAMK) ta cybcranmist P. XBopo6a XaHTIHITOHA PO3BUBAETH-
cs1 BHacmigok mytarii rena huntingtin (HTT) (ma 4-it xpomo-
COMi), IIO BHKJIMKA€ IATOJOTIYHE 30UIBIIEHHS B MOJEKYJi
JIHK uncna CAG-komii, 1[0 KOAYIOTh aMIHOKHCJIOTY TUIyTa-
MiH. YHACIiJJOK IIbOTO Ha OCHOBI I'€Ha CUHTE3YETHCS BEIIMKHIA
O1IOK XaHTUHTTHH, 110 Ma€ y CBOEMY CKJIaJli MOJIOBXKEHHM Ja-
HITIO)KOK 13 TIIyTaMIHOBHUX 3aJIMINKIB, [0 HAKOMHYYIOTHCS BCeE-
peaurHI HEWPOHIB 1 MPU3BOMAATH 10 PO3BUTKY 3aXBOPIOBAHHS,
MaTOreHe3 SKOr0 OCTAaTOYHO He Bigomuid. Yum Oiibine Mmic-
tuthess CAG-Kormii, TUM paHime ne0I0Tye 3aXBOPIOBAaHHS Ta
CHJIBHIIIE BHpaxkeHi Horo cummnrtomu (¢peHorun). Kimbkicth
CAG-nioBTOpiB MOX€ 301JIbLIYBATUCA B HACTYMHHUX IMOKOJiH-
HSIX, 32 YMOBHU TEpeIaHHs MyTaliid 0aTbKoM, 1 3 9acoM IpH3-
BOJUTH JI0 TSOHKKHX (DEHOTHUIIIB 3aXBOPIOBAHHS B POAMHI (Tak
3BaHa aHTHUIUTIALIA).

Kniniuni npossu. CumMntoMu XBopoOoHr XaHTIHITOHA T10-
CTYIOBO PO3BHBAIOTHCS, MTOUMHAIOYKCH 3aJIEKHO BiJ (HEHOTH-
my, 3a3BU4ail, y Binli Bix 35 mo 40 pokiB. [lemMeHIlis Ta ncuxivHi
MOpYIIEHHSI (HAampUKIaJ, JAenpecis, amarTisi, ApaTiBIMBICTD,
aHTeJIOHIs, acolliajJbHa MOBEMAiHKa, OIMmoJspHi abo mu3odpe-
HOMOJI0H1 po37a) MOKYTh PO3BHBATHCS SIK 10, TaK 1 OJIHO-
YacHO 3 pyXOBHUMHU NopymieHHsAMH. i cumnTomu npuBepTaroTh
Mali€HTIB 0 CYIUIAIbHUX 11eH 1 caMoryOCTB, SIKi cepen ma-
LIEHTIB 13 XBOp0OOI0 XaHTIHITOHA HabaraTo OULIbLI MOLIMPEH,
HIXK cepes] HaceseHHs 3aranoMm (puc. 2.17).

3’ABISIOTHCS MATOJIOTIUHI PyXH; BOHHU MICTSTH y €001
XOpero, aTeTo3, MIOKJIOHIYHI CYJAOMH 1 TICEBIOTHKH (OIHE 13
MPOSBIB TypeTusMmy). THUMOBI MPOSBU: XUMEPHA, <JISITBKOBAY
X0Jla, TPUMACyBaHHsI, HE3JAaTHICTh CBIZIOMO IIBHIKO pyXaTH
ounMa, He OauMaroun abo He KMBalOUYW TOJIOBOIO (04l — pyXoBa
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ampaxcisl), He3IaTHICTh JOBOAWUTH LUIECHPSIMOBAHI PyXH IO
KIHIIS (HETIOCTIMHICTD pyXiB), HAPUKIIAJ, 32 CIPOOH BUCYHYTH
SI3UK 200 3pOOUTH PYX.

3a yMOBH IporpecyBaHHs XBOopoOu XaHTIHITOHA BTpa-
Ya€eThCS 3AATHICTh XOJUTH, PO3BUBAIOTHCS TOPYILICHHS KOBTaH-
HS ¥ YHACHIIOK LIbOTO — TSDKKA AEMEHIS. 3pelTor OUIbIIICTh
MAIi€HTIB MOTPe0ye CIOCTEPEKEHHS B 3aKjaax MCUXIaTpHYHO-
ro podimo. CMepTh HacTae, 3a3BU4aid, yepe3 13—15 pokiB Bif
MOSIBY CHMITOMIB 3aXBOPIOBaHHs. XBOpPI MOXYTh BIIAJAaTH B
JIETIPECit0 YU TPUBOTY.

/

Pucynok 2.17 - Xde06a XaHTinTOHa

Jliaenocmuka 3acHOBaHA Ha TUIIOBMX CHMITOMax Ta
O3HaKaX IUTIOC TO3WUTHBHHUI CiMEeHHWI aHamHe3. [i i ITBEp-
JDKy€e TEeHeTHMYHE TeCTyBaHHS, 10 BuUMipioe KinbkicTh CAG-
nmoBTopiB. Poguyam mepmioi siHiT HEOOXITHO 3ampONOHYBATH
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MPOBEICHHS! TEHETUYHOTO KOHCYJIBTYBAaHHS 0 pe3yJbTaTiB
TeHETUYHUX TECTIB.
Jlikysanns Ma€ MiATPUMYBAJIbHUIN XapakTep.

2.5. XBopoOu 3 MopyuIeHHSIM MiHepaJILHOr0 00MiHY

XBopo6a Binbcona — KonoBasioBa (renaroieHTUKYIIS-
pHa JiereHepartisi, renatouepedpanbHa JUCTPOdisl) — HOPYIISHHS
OOMiHy Miji, y SIKOMY 11 BMICT B OopraHi3mi 30utbIIyeThes. Po3-
MOBCIO/DKEHA Yy BCiX KpaiHax cBiTy 3 yacroror 1-3/100 000,
OJTHAKOBO cepe]] YOJIOBIKIB 1 kiHOK. [lepmri cumnToMu 3’sBis-
I0ThCS B TUTHUHCTBI a00 MosiofgoMy Bitli (repeBakHo 15-20 po-
KiB), piame (=3 %) — y OuiblI CTapuoMy Billi.

[TpuunHOIO 11i€T AyTOCOMHO-PEIIECUBHOI XBOpOOU € Je-
(exT cuHTe3y OiIKa, M0 MICTUTH Mijlb — IEPYJIOIUIa3MiHy, YHAC-
JIJIOK YOTO MOPYUIYETHCS CHHTE3 OKUCHUX (DEPMEHTIB MITOXOH/I-
piii (IUTOXPOMOKCHIA3M), 10 CKIaay SKHX BXOJUTH Mifb. Y Ha-
CIIIJIOK [BOTO y KPOBI 3HMKEHO BMICT Mii, ajie BiI0yBa€eThCs ii
BIJIKJIaJICHHS B TIEUiHIl, HUPKAX, o nepudepii poriBku (yTBO-
PIOEThCS XapaKTepHE KUIbIE) Ta MiAKIPKOBUX TaHIJISIX MO3KY
(xBOpOOa HAKOMIUYEHHS).

Kniniuni nposisu. CrioctepiraloTbCsi LUPO3 TEUIHKH,
YKOBTSTHUIIS, JIETEHEPATHBHI 3MiHU B TKAHUHAX MO3KY, PO3JIan
pyxoBux (yHKILIH (TpemMop, MUPOKI PyXH pyK Ta enuientudo-
PMHI Harajan), MOXJIMBI TICUXIYHI BIIXHWJIEHHS. Miap BUIIIA-
€TbCA 13 cedero. SIKIo XBOpoOa MpOSBISETHCS B PaHHbOMY
Billl, JITU TUHYTH Yy HEpIIi pOKU 3aXBOPIOBAHHS, ajle 3a3BUYail
xBopobOa nounHaethest y 15-20 pokis. Y 5-10 % xBopux nep-
ITUH CUMITTOM — 1€ BHIAIKOBO TIOMIY€HI 30JI0TI a00 3eJeHyBa-
To-3010Ti Kbl Kaiizepa — @neitmepa abo miBmicsi (uepes
BIJIKJIQZICHHS] M/l B POTIBI[l), aMEHOpesl, HOBTOPHI MUMOBIJIbH1
aboptu, remarypii (puc. 2.18).

XBopoOy Binbcona — KonopanoBa HE00X11HO Mi03pIo-
BaTH B KOKHOTO MAIli€HTa 3 MOILIKOJKEHHSM MEYiHKH, HEBPO-
JOTIYHUMHU YH TICHXIaTPHYHUMH CHMIITTOMaMHU HE3PO3yMLIOL
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€TIOJIOT], Yy MaIliEHTa 3 TOCTPOIO MEUIHKOBOK HEIOCTATHICTIO
Ta FeMOJITUYHOIO aHEMIEI0, a TaKOX Y POauyiB 1-ro cTymeHs
naifienTa i3 xsopoboro Binscona — Konoanosa.

Pucynoxk 2.18 — Kinbusg Kaiizepa — ®@neliepa

Hiacnocmuka 3aCHOBaHa HAa HU3bKOMY piBHI B CHUpPOBa-
TI HEpYyJOIIa3MiHy, BUCOKOMY PiBHI eKCKpemii Mifi i3 cedero,
1HOJI1 — pe3ynbTaTax Oiorncii NeUiHKH.

Jlikysanvhi 3axo0u. JIiKyBaHHS TONATAE B JI€TI 3 HU3b-
KHUM BMICTOM MiJii Ta JIIKapchKiil Teparnii (3aCTOCOBYIOTh Ipemna-
pard, Mo BUIAISIOTh HAUIAIIOK Miji), HAPUKIIAJ, TEHIIUIa-
MiH 200 TpieHTHH. CBO€4YaCHO po3royaTe JiKyBaHHs 3a0e3neuye
HOPMAaJIbHUI PO3BUTOK.

I'emoxpoMaTo3 — JOMiHAaHTHE 3aXBOPIOBAHHS, OB’ s3aHE
3 neekToM 0OMiHY 3aii3a. 3yMOBJICHO IiBUIIICHHIM BCMOK-
TYBaHHS 3a1i3a Y IUTYHKOBO-KUIIIKOBOMY TPaKTi.

Hopmanpauit piBeHb 3aiiza B OopraHi3mi JIIOAWHH CTa-
HOBHUTBH 2,5 T' y XKIHOK 1 3,5 T y 4osioBiKiB. OCKIIBKH IPOSIB
CHUMIITOMIB MOK€ OyTH BIJICTPOUYEHHU, TEMOXPOMATO3 YaCTO HE
MOKe OYTH J1arHOCTOBAHUH, MOKU PiBEHB 3alli3a, M0 HAKOMHU-
YUJIOCS, HE CTaHe HaaMipHUM (Hampukiag, > 10-20 r) 3 Bikom,
X04a I1€ 3aXBOPIOBAHHS € BPOKECHUM MTOPYIICHHSM.
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371e01IbIIOT0 MOMIKO/PKEHHS! TKAaHWH BUHUKAE BHACII-
JIOK i1 BUIBHUX TAPOKCUIIBHUX PAJMKAIiB, IO YTBOPIOIOTHCH,
KOJIM BIJIKJIQJICHHS 3ajli3a B TKAaHMHAX KaTalli3ye IXHIO CTPYK-
Typy. [HIII MexaHI3MHM MOXYTh BIUIMHYTH Ha OKpEMi OpraHu
(HampuKIa, TiNEpHirMeHTalls MKipu Moxxe OyTH pe3ysbTa-
TOM 30UIbLICHHS PIBHS MENIaHIHY, K 1 HAKOMMYEHHSM 3aii3a).
VY mediHni 3ami30-acoriiioBaHe MEpPEeKUCHE OKUCIICHHS JIiMiiB
1HAYKY€ aronTo3 TIenaTOLMUTIB, SKUA CTUMYJIIOE aKTUBAIIIO
kiituH Kyndepa ta BUBIIbHEHHS TIpo3anaibHUX MUTOKIHIB. Lli
LIUTOKIHU aKTUBYIOTh 31pYacTi KJIITHHHU MEYiHKH JJI BUPOOHU-
[TBAa KOJIareHy, IO MPHU3BOJIUTH JI0 MATOJIOTIYHOTO 301IbIIEH-
Hs (10po3y B MEYiHIl Ta PU3UKY PO3BUTKY IeMaTOLEIOIAPHOL
kapuuHomH (puc. 2.19).

Pucynok 2.19 — I'emoxpomaTo3

Kniniuni nposieu. Ilocunena mirmeHranis mkipu (OpoH-
30BHH BIATIHOK), 3HUKAE MPO30PICTh 1 MIABUITYETHCS JTaMKICTh
HITTIB, TIJIBUIIEHAa KOHIIEHTpAIlis 3ai3a B CHPOBATIIl KPOBI.
VY KIHOK MPOSIBIISETHCA P1IKO, MaOyTh, Y 3B A3KY 13 BTpaTamu
3aJTi3a TiJ] 9ac MEHCTpyalliid, BariTHOCTI Ta JiakTarii. XBopoOa
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MOJKE BUSBISITUCS B CHCTEMHHUX CHMIITOMaX 3aXBOPHOBAHHS
MEeYiHKH, KapaioMionarii, giaberi, epeKTUIIbHIA TuchyHKIIT Ta
apTponarii.

Hiaenocmuka — Ha MiACTaBI MiJBUILIEHUX CUPOBATKOBUX
piBHIB (hepuUTHHY, 3aJli3a Ta HACMYCHHS TpaHc(hepuHy; miaTBeE-
PKYIOTH JIiarHO3 3a JOMOMOTOI0 TEHETHYHOTO aHAMI3Y.

Jikysanvui 3axoou. JIlikytoTh, 3a3BU4aii, 32 JTOIOMOTOIO
dhnedoromii. dreboTOMISI € HAUMPOCTIIUM 1 HalepeKTHBHI-
MM METOJIOM JIIKYBaHHS BUJIAJICHHS HAJUIMINKY 3aiiza. BoHa
3aTpUMy€e pPO3BUTOK (iOpo3y B IHMPO3, 1HOII HABITH 3BEpPTAE
Ha3a/1 [IUPO3HI 3MIHH Ta MPOJOBXKYE TPUBAIICTD KUTTS, ajc HE
3aro0irae rernaToneIOIAPHIN KapIuHOMI.

2.6. XBopoOM 3 mNOpYHIEHHAIM OOMIHY CHOJY4YHOL
TKAaHUHHU

Mykonosicaxapuao3u (raproiaizmu) — rpyma MeradboJti-
YHUX 3aXBOPIOBAHb CIIOIYYHOI TKAHUHU (OIMCAHO 7), OB’ A3aHUX
13 MOPYIICHHSM OOMIHY KHCITUX TJIIKO3aMiHOTJIIKAHIB, BHKIIUKA-
HUX HEJIOCTATHICTIO JI30COMHOT0 (pepMEeHTY OOMIHY TJIiKO3a-
MIHOTJIiKaHiB anb¢a-L-iTypoHia3u; Hamexarb 10 J30COM-
HUX XBOPOO HAKONMHWYEHHS 1 Jal0Th OJHAKOBY (PEHOTHUIIYHY
KapTHHY.

[TomkomkeHo dhepMeHTH, Mo OepyTh y4acTh y po3lie-
IJICHHI MYKOIOJIicaXxapyuIHOT YaCTUHU JAESIKUX MPOTEOTIIKaHIB,
10 TMPHU3BOJUTH JI0 HAKOMUYEHHS MPOAYKTIB IXHHOTO YaCTKO-
BOT'O PO3Maay B JII30COMax KJIITHH TOJIOBHOTO MO3KY, IEUIHKH,
CeNe31HKU, KICTKax, HUpPKaxX. YpaKaeTbcs CIONyYHA TKaHUHA,
TOMY CTPaXKIat0Th OMOPHO-TPOP14HI (PYHKIIIT Ta MOTOpHUKA.

Kniniuni nposieu. J1jia XBOpUX XapakTEpHO BiJICTaBaHHS
B POCTI, 3aTPUMaHHsI PO3YMOBOI'O PO3BHUTKY, I'py0i CKIaJKH Ha
IIKipi, CUJIBHO 3MIHEHI pUCH OOJHMYYs 1 MOTBOpPHA CTaTypa,
MacuBHUI yepen OamToBoi GopMU, MIMPOKHUH HIC 13 BUBEPHY-
TUMH KPUJIaMHU 1 TOBCTI I'yOH, KOPOTKi TyJy0 1 IIKs, yKOpOUEHi
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KIHI[IBKH, BUKPUBJICHHS, 301IbIICHUN KUBIT (IITH HaraayrTh
BHPOJKIB TaproifiB, sKi IPHUKPAIIAlOTh MapU3bKHH CcOoO0p
Hotp-/lam), MHOXXMHHI Bajgu BHYTPILIHIX OpraHiB (TEYiHKH,
HUPOK, Cepls, aOpTH, HEPBOBOI CUCTEMHM) Ta o4eH (ciimora),
[IyX0Ta, MynKoBi rpuxi (puc. 2.20).

Kninika ¢popmyersest micns 1-ro poky >KHUTTS, pifme —
10 3 pOKiB, MPOTHO3 HECHPUATIUBUN (TUHYTH 10 12 pOKiB).
binburicts ayrocoMHO-periecuBHUX (GopM, cUHIpOM XaHTepa —
PEIEeCUBHHMH, 34ETICHUH 13 X-XpOMOCOMOIO.

A )
~

\

Pucynoxk 2.20 — MyKoﬁonicaxapHﬂo:s

Hiaenocmuka — Ha TiACTaBl CUMITOMIB 1 pe3yNbTaTiB
obcTexeHHd. PoOnsaTh mpeHatanbHi CKPUHIHTOBI OOCTEKEHHS,
PEHTIeHOJIOTIYHE JOCIIKEHHS KICTOK; 1HOAI Bi3yasi3alliiiHe
OOCTEXEeHHS 4 1HIII aHalli3u KpoBi. [0 HApOPKEHHSI MYKOIIO-
Jicaxapuio3 MOXKHa J1arHOCTYBAaTH 3a JIOTIOMOTOIO IpeHaTa-
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JBHUX CKPHHIHTOBHX OOCTEXEHb — aMHIOIEHTe3y abo Olomcii
BOPCHH XOPIOHY.

Jixysanvui 3axoou. Tepamis pepmeHTamu. Y HEIKUX
BUIIAJIKaX — TPAHCIUIAHTAIIISI KICTKOBOTO MO3KY 200 CTOBOYpO-
BUX KMTHH. Jlsl JIiKyBaHHS ACSKUX MYKOIIOJIicaxapu03iB
BUKOPHUCTOBYIOTh JIOBIUHY 3aMICHY Tepamito epMeHTaMu, sKa
MOJKE 3ar00IrTH MOCHJICHHIO 3aXBOPIOBAHb 1 CIIPUSATH 3BOPOT-
HOMY DPO3BHUTKY NESKHUX YCKIQJHEHb. JIeSKUM JIOASIM MOXKE
JIOTIOMOTTH TPAHCIUIAHTAI[lsl KICTKOBOI'O MO3KY YU CTOBOYpO-
BuX KimituH. [IpoTe mi nporeaypu MOXyTh IPU3BECTH 10 CMEp-
Ti 4 1HBQJIIHOCTi, TOMY IIi BapiaHTH JKYBaHHS € TEBHOIO
MIpOIO CIIIPHUMHU.

ApaxHogakTuiis (cunapoMm Mapgana) — ayTocCOMHO-
JOMiHAHTHAa XBOpoOa i3 CHCTEMHHUM YPaXCHHSM CIIOIyYHOI
TKaHWHU; BIIMIHHA OCOOJIMBICTh — BUJOBXKEHI («IaBydi») Mallb-
11i, 9epe3 110 U JicTaja CBOK Ha3By. Ymepiie cuaapom Mapda-
Ha omucaB y 1876 p. ¢paniy3pkuii nemiatp Binbsimc. 3axBo-
pIOBaHHS MPHU3BOJIUTH JI0 TSDKKUX PO3J1adiB, 1HBAIIIHOCTI, a 3a
BIJICYTHOCTI JIIKYBaHHS — IIBUJKOT CMEPTi. XapaKTepU3yeThCs
IIMPOKOIO €KCIPECUBHICTIO B/l CTEPTUX KIHIYHUX (OpM, SIKI HE
JIarHOCTYIOThCS (aCTEHIYHA cTaTypa, CKomio3 I cTymeHs, HeBe-
JIMKa MIOMisl, apaxHOAAKTUIIISA), 10 TXKKOI (POPMU 3 XapakTep-
HOIO TPi1aJI0¥0 CUMIITOMIB.

Kniniuni npossu. Cionydna TKaHMHa MICTUTbCS B Oara-
THOX OpraHax, TOMy CUMIOTOMaTHka XxBopobu Mapdana Gara-
TOCHCTEMHA Ta pPI3HOMaHITHA.

CumrnToMaTiKka 3aXBOPIOBAHHS TPOSIBISIETECS  YpakeH-
HSIM KIJIBKOX KUTTE€BO BRXKIIMBHUX OPTaHiB i IUTMX CUCTEM: OMOp-
HO-PYXOBOI'0 arapary, CepLeBO-CyJIMHHOI Ta JUXaJIbHOI CHUCTEM,
OpraHiB 30py, IEHTPAIbLHOI HepBOBOI cucTeMH (puc. 2.21, 2.22).

Tpiaga cuMNITOMIB:

1) ypaxkeHHsI KiCTKOBOi CUCTEMH — aHOMAJIbHO BUCOKHI
3pICT YHACHIZAOK TMOJOBKEHHUX KIHIIIBOK, OCOOJIMBO HIT 1 Mallb-
iB PYK (apaxHOJAKTUIIisA), aCTeHIUHA CTaTypa, CKOJio3, nedo-
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pManis rpyaHoi KITKY (auB. puc. 2.21), cuiibHE BUCTYHNAHHS
BEPXHbOI WIENENH BIEpPE], BIACYTHICTb KOHTAKTy TMepeaHiX
3y0iB 000X ImeJIen mijJ yac 3MUKaHHs (TIPOTHATIA);
2) MOpyIIEHHS 30pY (IBOCTOPOHHIH BUBUX KPHIITAIHUKA);
3) maToyorisi  CepreBO-CyIMHHOI CHCTEMHU (aHeBpU3Ma
aopTH).

E

Pucynok 2.21 — Jledopmartist rpynHOi KIIITKA
(BopoHKoOMOiOHA Ta KMJIETOoAIOHA)

Pucynok 2.22 — «[TaBy4i» nmaibIii

78



CroctepiraloTh TaKOXX PO3BUTOK I'PHIKI, IMIBUIICHY €K-
CKpelliss MyKomoJjiicaxapuaiB 13 cedero. OUYeBHIHO, KOMILIEKC
[IUX O3HAK BUKJIMKAHUH IJICHOTPOITHOIO Ai€r0 TeHa a00 KiTbKOX
TICHO 34eryieHux rexis. [lepeniueHi cuMntoMn He 000B’I3KOBO
HNOEHYIOThCSI B OJIHIN JIIOJIMHI; MEHETPAaHTHICTh CUHIPOMY —
30 %, ToMy MOXIIMBI MPOMYCKA O3HAKU B POAOBOII. [HTENEK-
TyaibHi 3110HOCTI migBuiieHo. CHHOHIM — BpOJKEHA Me30/1e-
pMaibHa JUCTPOdis.

Hiacnocmuka 3aXBOPIOBaHHS IPYHTYETbCS Ha aHali3i
POJIOBO/IIB, TEHETUYHHUX TECTaX, MOIIYKY OCOOM, 3 SKOI Imoya-
JIOCS 3aXBOPIOBaHHS (TIpoOaHAa), HASBHOCTI CUMIITOMIB CHH/I-
pomy Mapdana.

Metoau niarnoctuku cuaapomy Mapdana: EKT; MPT;
OiloximiuHMiA aHaii3 Kposi; pentrenorpadis; AHK-anami3 Bu-
3HaueHHs myTtaiii reHa FBN1; exokapaiorpadist (1ocnipkeHHs
KOpEHSl ao0pTH); XONTEPIBChKE MOHITOPYBaHHS; aopTorpadis;
JOCIIKCHHST aHOMAJTiii KPUIITAJIMKA; peHTTeHOTpadis.

Jixysanvui 3axoou. JlikyBanHs cunapoMmy Mapdana
IPYHTY€ETBHCSI Ha KOMILJIEKCHIN Tepartii, 1110 MICTUTh y co01 Npu-
3HAUEHHS JIIKapChKUX MpernapariB. 3a yMOBU 3aXBOPIOBaHHS
MpU3HAYAIOTh 3acO0M, L0 BIUIMBAIOTh HA CEPLIEBO-CYAMHHY
cucremy, crumynstopu LHHC, eneprorpomHi mnpenapaTu Ta
AQHTHOKCHIAHTH. TaKoX BUKOPHUCTOBYIOTh HEMEIHUKAMEHTO3HY
Tepamilo: MarHiToTepalis Ha CYrjio0H; eJIeKTPOCOH; JIKyBallb-
Ha (i3KyJIbTYypa; CAHATOPHO-KYPOPTHE JIIKYBaHHS.

2.7. Enzumoonarii

Ensumoonarii — xBopodu oOMiHy pedoBHH. Bunmuka-
I0Th YHACIIJIOK MyTAaIllid T€HIB, 1[0 BU3HAYAIOTh CUHTE3 TIEBHUX
(dbepMeHTiB. YHACHIIOK BiICYTHOCTI a00 HEIOCTaTHHOI KiJIbKO-
cTi depMeHTy OJIOKY€EThCS a00 PI3KO 3HUKYETHCS MPOXOHKEH-
HS BIJMOBITHOT O10XIMIYHOI peakIlii. 3e01IbIIOro MPOTIKAIOTh
3 pO3yMOBOIO BIJICTANICTIO (BHHATOK — anbOiHi3M). Jlo HUX
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HaJeKaTh AJIKalTOHYpisA, alb0iHI3M, (DEHUIKETOHYPis, MYKO-
roJTicaxapu03u Ta iH.

MykoBicun03 (kicto3Huid ¢iOpo3 MiIIUTYHKOBOI 3a-
JI03H) — TSKKE ayTOCOMHO-PEIIECHBHE 3aXBOPIOBAHHS, 33 SKOTO
PI3KO MiJBUIIEHA B’ A3KICTh CEKPETY KUIIEYHUKA, MOKPOTHHHS
Ta MaHKPEATUIHOTO COKY. SIBIsie cOOO0I0 MepeBayKHY T€HETHUHY
anomadito B mitedt (1 : 3700-1 : 2000 HOBOHAPOHKEHHUX ), JIETa-
npHIcTH — 50-60 %.

Kniniuni nposisu. IlinBuieHa B’sS3KICTh CEKPETy 3aj103
30BHIIIHBOI CEKpelii MPU3BOAUTH 0 XPOHIYHOTO 3amabHOTO
MPOLIECy B JIET€HAX, €K30KPUHHOI HEJOCTATHOCTI MiALLTYHKO-
BOi 3aJI03H, renaTobiiiapHoi MaToJIOTil Ta aHOMAJILHO BUCOKO-
rO BMICTY EJIEKTPOJITIB y MOTI. YHACIIJOK OO B OpOHXaX
YTBOPIOETHCS TOBCTUH mmap ciu3y, 1 Ha 1 pormi xurts y 85-95 %
XBOPUX HasiBHI XpOHIUHI OpoHXiTH 1 6ponxomHeBMoHil, y 100 %
po3BHBaeThCcs eMpizema (puc. 2.23); 3a KUIIKOBOI (OPMHU MO-
K€ PO3BUHYTHUCS HEMPOXiTHICTh KUIICYHHKA 1 3’ SIBUTHCS OJIIO-
BOTA KOBYIO 200, HaBMaKH, PACHUN >KUPHUHN Kal 13 THUILHUM
3amaxom, Oulb y *KHMBOTI. YacTo KUIIKOBa Ta jereHena (Gopmu
MOEHYIOThCS. JIIKYEThCS MOraHo, Y paHHbOMY Billl MOX€E Ha-
CTaTH CMEPTh.

Horo noTpi6HO mudepeHIitoBaTn 3 XpOHIYHMMH OGPOH-
XOJIETEHEBUMH 3aXBOPIOBAHHSIMH, OCOOJIMBO KOJM BOHH TIOTaHO
MATA0ThCS JiKyBaHHIO. Cepes TakuX JiTeil MyKOBICIIMI03 Tpari-
nsetbest y 10-20 % BumaakiB. CHHOHIM — ITUCTUYHUN (H1OpO3.

Jliaenocmuka. Ji1arHO3 CTaBIATH HA IMACTaBl JaHUX JI0-
CJIIJDKEHHS TOTy abo iaeHTHdikalii 2 BapiaHTIB T€Ha, 10 BU-
KJIMKAlOTh MYKOBICIIHJIO3, Y XBOPHX 13 MO3UTUBHUM pe3yibTa-
TOM HEOHATAJIbHUX TECTIB CKPUHIHTY a0 XapaKTepHUX KIIHIY-
HUX O3HaK. 37eOLIbIIOro 3axBoproBaHHs Ha MB miarHocTyrOThH
3a JIONOMOTOI0 CKPUHIHTY HOBOHApO/DKEHUX, ane ax 1o 10 %
HE J1arHOCTYIOTh JIO MiJIITKOBOTO BIKY a00 paHHBOI 3pUIOCTI.
HesBakatoun Ha ycmixu B T€HETUYHOMY TECTYBaHHI, JOCHI-
JDKEHHS TOTYy Ha KOHIEHTPAIl0 XJIOPUAIB TOTY (IIOTOBMIA
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TECT) 3aJMIIAETHCS CTAHIAPTOM JUIS MiATBEPKCHHS Jl1arHO3y
MYKOBICIIHI03Y TIEPEBAKHO Yepe3 MOro UyTJIMBICTH 1 crierudi-
YHICTh, POCTOTY Ta IOCTYIHICTb.

Pucynok 2.23 — Pentrenorpama rpyaHoi KJIiTKH
32 MYKOBICIIU/103Y

Jlikysanoni 3axo0u. JIiKyBaHHS 3a JOIIOMOTOIO arpecu-
BHOT'O MYJIbTHUANUCIUILTIHAPHOTO JOTJIAAY HOPsA 13 HU3bKOMO-
JEeKYJISIPHUMH KOPEKTOpaMHU Ta 3aco0amH, M0 MOTEHIIOIOTh,
CHPSIMOBaHMMHU Ha TPAHCMEMOpPAHHY DETYJALII0 MPOBIIHOCTI
nedexTHOro OinKa.

Heaiakist (T1roTeHeHTepomnaTisi) — ayTOCOMHO-AOMi-
HIHTHE 3aXBOPIOBaHHS, 0OYMOBJIEHE HENEPEHOCHMICTIO IIIIOTE-
HY, 110 MIPU3BOAUTH A0 3alaJICHHs CIM30BOi OOOJIOHKH, aTpodii
BOPCHHOK, 3a SIKOTO TIOPYIIYEThCS KHIIKOBE BCMOKTYBaHHS,
aTpodyeTbcs CAM30Ba OOOJIOHKA TOHKOI KHIIKH. XBOpoOa
NOB’s13aHa 13 TJiaJJUHOM — OLJIKOM 3JIaKOBUX POCIMH (IIIEHU-
115, )kuTO, oBec). [IposBrseTscs B 612 MicsliB mia 4ac BBe-
JICHHS B XapuyOBUH pallioH OOPOIIHIHUX BUPOOIB.

Kniniuni npossu. J1o TUIOBHX TNpOsIBIB HaNEKaTh Jiapest
Ta quckoM(popT y KuBOTI. Jlucnencisi, B sUTiCTh, CXyJIHEHHS, Xa-
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paKTepHi SICKpaBi CIIM30BI OOOJIOHKH, BEJIMKUN YKMBIT, Mi3HIIIE —
CHMIITOMH aBiTaMiHO3Y, HU3bKHH 3picT. [TopymryeTscst BCMOK-
TyBaHHSI JUCAaXapuJIiB, )KUPIB, BITAaMiHiB, KaJIbIi0, 3a1i3a.

Hiaenocmuka TpyHTYeTbCsL HA O10TICIT TOHKOT KUILIKH, 3a
SIKOT BU3HAYAIOTHCS XapaKTEPHi, X0U 1 HEJJOCTaTHBO CHeIu(iv-
Hi 03HaKH aTpo(ii BOPCHHOK, SKi 3a3HAIOTH 3BOPOTHOTO PO3BU-
TKY Ha TJIi arii0TeHOBOI Ai€TH (puc. 2.24).

HopmaneHi eopcuHku

Ampodposani

HopmanbHui kKMweuHuk Lleniakia
Pucynok 2.24 — BOpCHHKH TOHKOTO KUIICYHUKA

Jixysanvni 3axo0u. HeoOxiHa ariroTeHOBA JTi€TA.

XBopo6a Kuabbepa (nmpocta ciMeliHa XoJeMmisl, KOH-
CTUTYLIliHA TinepOuTipyOiHeMis, 1A10MaTHYHa HEKOH I0roBaHa
rinepOinipyOiHeMisi, HEreMoJiTHYHa CiMeiiHa JKOBTSHHIS) —
ayTOCOMHO-PEIIECUBHE 3aXBOPIOBAHHS, K€ BHUKIHUKAE JE(PEKT
reHa, mo Oepe y4yacTb y BUPOOJEeHHI OuipyOiHy (3KOBUHOTO
MITMEHTY) B opraHi3Mmi. Ymepie 1o xBopo0Oy ommcas y 1901 p.
bpaniy3bpkuil mpogecop kiiHiuHOT MeauuuHu Hikomnst Orroc-
teH XKunsoep (puc. 2.25).
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Pncyﬁ0K 2.25 - )KOBfﬁHHuﬂ 3a xBopoou XKunbepa

[Ipo 1me 3axBOprOBaHHS CBITYUTH IiBUIICHUHN OLTipy-
011 y kpoBi (3a3Buuaii He OinbIe Hixk 80—-100 MkMoOB/1) 1 TIe-
PIOMYHO BUHHKAE XKOBTSHUI (MIKipa Ta ckiepu (OUIKK oueil)
HaOyBaroTh >KOBTOrO BiITIHKY). Cunapom KunbOepa Habarato
YacTille MOXKHA CIOCTepiraTd B 4OJIOBIKiB (y 2—3 pasu yacrilie,
HIK y IHOK) 1, 3a3BUYa, yreplie JaeTbes B3HaKU y 3—13 pokiB.
XBOpoOa TpUBae JIOBIi POKH, 3a3BUYAI yCe KUTTSI.

Kniniuni nposeu. 3a3Buyail XBopoba NpoTiKae MpaKkTU-
9yHO OE3CMMIITOMHO YW 3 MiHIMaJbHUMH TposiBamMu. bararo
MEJIMKIB PO3MIIAIAI0Th HOTO HE sIK XBOpOoOY, a K (i3iojoriuny
0COOMMBICTD JTHOIUHU. 31e0inbInoro curapom Kuibpdepa mpo-
SABIISIETbCS JIMIIE TOMIPHOIO JKOBTSHHIEIO (IIKipa, CIM30BI
00O0JIOHKH Ta CKJIEpH 3a0apBIIOIOTHCS B JKOBTHH BiJITIHOK).
[HI11 cumMnToMH 1yke c1abKo BUPAXKEHI 1 MPOSIBISIOTHCS AyKe
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pinko. 3a cunapomy XKunbbepa MOXYTb 3’ SIBUTHCS O€3COHHS
a00 TOPYIICHHS CHY, a TAaKOX ITiIBUIICHA CIa0KICTh, CTOMITIO-
BaHICTh 1 3anamopoueHHs. [1{e OLIbII PIAKICHUI CHMIITOM — TIe
MOPYILIEHHS TPABJICHHS: 3HIKEHHS alleTUTY; TIPKUM IPUCMaK y
pOTi; medis; HyJOoTa, 3piAKa OJOBaHHS; 3allOpy YH MPOHOCH;
3IYTTS )KUBOTA; 0171k Y IpaBoMYy Hiapedep’i (mepeBaxHO BUHHU-
KarOTh IMiCIIsl HOPYIIEHB MI€TH); 30UIBIICH]I PO3MIPH MEUYiHKH.

Jliacnocmuka — IPOBEICHHS 3arajlbHOTO Ta O10XIMIYHO-
ro aHamizy KpoBi, ananizy ceui, Y3/[ ta KT opraniB uepeBHOL
MOPO’KHUHHU, a TAKOXK 1HIIHUX OOCTEKEHb.

Jlikyseanvui 3axo0u. XBOPUM 13 UM 3aXBOPIOBAHHSIM
crenianbHe JiKyBaHHS He moTpioHe. OgHAK PEKOMEHIOBAaHO
JNOTpUMYBATHCS JAi€TH Ne 5 Ta pekuMy JHS, a TAaKOXK BiJMOBH-
TUCS BiJl KypiHHS Ta BXKUBAHHS aJKOTOJIO. SIKIO MiJBUIIEHUIN
OUTipyOiH 1 PO3BUBAETHCS JKOBTSHUIIS, MPU3HAYAIOTH TaKi JIIKH:
YKOBUOT1HHI 3aCO0H, T€IaTONPOTEKTOPH, CHTEPOCOPOSHTH.

2.8. I'emor1o0inonaTii

I'emorao6inonarii — 11e Tpyna BpOJUKEHUX MeMOJITHY-
HUX aHeMill, OB’ A3aHUX 3 aHOMAaJIIIMU CTPYKTYPH UM CUHTE3Y
reMorjo0iHy, Oika, II0 MICTHTbCS B UYEPBOHMX KpOB’SHUX
KJIITUHAX 1 BIAMOBI/Aa€ 3a MEPEHECEHHs KHCHIO B TKAHWHU Ta
BUBEJICHHS BYTJIEKUCIIOrO ra3y. Takux 3aXBOPIOBaHb HAJIUYIOTh
6mu3pko 50. Taki maTosorii MOKyTh 3aKIHUYBaTHCS JIETAILHO B
paHHBOMY AUTSAYOMY Billl. [lo remorno6iHonaTiii HanexxaTh Taki:
CEpHONOAIOHOKIITUHHA aHeMist, Tanmacemii. ['emormobiHomarii
nommpeni 6ins LlentpansHoi Adpuku, [liBnennoi Asii, nepe-
BaXHO B 0ci0 HerpoigHoi pacu. Tamacemii Hepiiko Tparis-
1oTbcsi B CepemseMHoMop’i. 3 TakuMmu JeeKTaMHu HIOPIYHO
HapoKyeThes 6mm3pko 350 000 miTeid.

L1i 3axBOpIOBaHHS 3yMOBJIEHI MyTallisIMU I'€HIB, 1110 Je-
TEPMIHYIOTh CTPYKTYPY MOJIEKYJIH reMorio0iny. Sk Bigomo,
OCHOBHMM KOMIIOHEHTOM EPUTPOLUTY € OUIOK TJI00iH, 10
CKJIATAEThCs 3 4 mominenTuAiB. [ 71001H 3B’ I3y€ThCs 13 3aT1130B-
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MICHHUM T€MOM 1 YTBOpIO€ remMoryio0iH. Y Oinbmocti xpebeT-
HUX € OUTKOBI JaHIIory 180X TUMIB a (141 amiHokucioTa) Ta B
(149 aminokuCIOT). Y JIOJMHU Ta BHUINUX MPUMATIB € TEMO-
I7I00iH JBOX THHIB: Aj, IO CKJIAamaeThCd 13 OBOX a- 1 JBOX
B-maHIroriB, 1 reMoriao0iH Ap, IO CKIANAEThCS 13 IBOX a- 1
JIBOX G-JIAHITIOTIB. € TakoXX TPETill TUI — reMoTrJI00iH 11013,
10 CKJIAJIAETHCS 13 ABOX O- 1 IBOX Y-CyOOAMHHMIB. Y Mipy po3-
BHUTKY OpraHi3My Y-CYOOJMHHMIIS 3aMIHIOEThCS Ha G 1 B Tak, 110
B jgopocnoi moauHu 97 % BCHOrO TreMorio0iHy CTaHOBHTH
02B2, 2 % ap 62 Ta 1 % emOpioHanbHU 0oy 2. ['eHH o-JTaHIIOTIB
MiTsThCS B 16-i1 Xxpomocowmi, a B, y Ta 6 — B 11-i. [Ipumycka-
I0Th, IO I'eH [-JaHIora BUHUK npuOnau3Ho S00 MiaH pokiB
TOMY BHACJIJIOK AYIUTIKallii TeHa MioTJ00iHy Ta HOoro mojanb-
IIMX MyTallii.

[TpuMmiTHBHA MOJIEKYJa TeMOTIIO0IHY CKJananacs 3 4o-
TUpBHOX P-naHioriB. 380 MIIH POKiB TOMY Liei TeH [B-JaHIora
TeX TYIUTIKyBaBCs, MyTYBaB, IaBIIH ITOYATOK TeHY (L-JIAHITFOTA.
YTBopuBCA Oibill e()EeKTUBHUI TeMOTIIO0IH TUIlY A, KUl Jie-
riie Bijjaae kuceHb. Hactynuuii kpok craBcs 150 MiH pokiB
TOMY, KOJIM T€H [-JaHIfora Iie pa3 AyMIiKyBaBcs 1 J1aB Mmoda-
TOK T€HY, 1110 KOJY€ Y-JaHIIIOT, a 35 MIIH POKIB TOMY y MPEIKiB
BHUIIMX TPHUMAaTIB JTIOJAWHM HOBa IYIUTIKAIlis yTBOPHIJIA T'€H
O-JIAHIIIOTA.

3aminieHHss Oyab-1KOi aMiHOKHCIIOTH B JIaHIIOTaX, IO
YTBOPIOIOTH OLIKOBY MOJIEKYJy T00iHY (0- Ta [-yiaHifiora),
3MIHIO€ NIEPBUHHY CTPYKTYpY OlJIKa, a 0T’Ke, 1 Horo mpocTopo-
BY KOH(}Irypaiito, nMoB’s3aHy 3 (yHKIIOHYBaHHSAM IeMOIJo0i-
Hy. Y pI3HHUX MONYJALiAX Toaei BusBieHo nmoHan 300 pi3Hux
MyTaliil y TeMorno0iHOBUX IreHaX, HaiOIbIll BUBYEHO OifbIle
Hik 20 BapiaHTIB 3aMillleHb aMiHOKUCJIOT B O-JIAHITIO31 1 ONK-
3pk0 30 — y B-maHIrio3i, mo CYMpPOBOKYIOTHCS HECTIPUSTIIN-
BUMH (PEHOTUIIOBUMH €(heKTaMH Pi3HOTO CTYIEHS.

[Ipuknagu remoriao0iHOMaTINH: CEepronoaiOHOKIITUHHA
aHeMisl, TajaceMis; KIiHiuYHy (GopMy XBOpoOM MOXKHA CHOCTE-
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piraTu B PEIECUBHUX TOMO3UTOT (HEMOBHE JOMIHYBaHHS).
Boanouac crioctepiratoTh po3naj aHOMalbHUX €PUTPOLIUTIB Ta
aHEeMiI0, XpOHIYHY TIIMOKCii0 (0COOIMBO Pi3KO BUPAKEHY B pasi
MaJiiHHS aTMOC(EPHOro THCKY B JIITaKy), Halajau JTUXOMAaHKH,
O1JIb Y )KUBOTI, 1[0 MOKE 3aKIHYUTHCS CMEPTIO. Y Te€TEPO3UTOT
CUMITOMHU T'eMOTJI001HONAaTIi MPOSIBISIIOTHCSI B YMOBAX 3HUXKe-
HOTO aTMOC(epHOro THUCKY ab0 MapIiadbHOTO THCKY KHCHIO
(Ha migBOAHOMY YOBHI). I'€Tepo3UTroTHI HOCIT MyTaHTHHUX I'€HIB
BIJPI3HAIOTHCS OUTBIION CTIHKICTIO 0 Majspii, TOMY IOIIH-
peHHs TeMoryo0iHomaTid MoB’si3aHO 3 reorpadicro Maspii,
0COOJIMBO TPOIIYHOI, 110 BUKIHMKAEThCs Plasmodium falciparum.
Manspiiinuii T1a3Mo/Iii He 3IaTHUM 3aCBOOBATH aHOMAJIbHUI
reMOTJI001H.

CepnonoaionokiaiTunna anemisi (CKA) — venokpis’s,
3a SIKOTO 3MiHeHO Gopmy eputpouuTiB. Y 1957 p. Inrpem no-
BiB, mo CKA oOymoBieHa 3MiHOIO aMiHOKHUCIOTHOTO CKIJIaTy
reMOrJIO0iHY; 3 PO3BUTKOM T'€HHOT 1HXKEHEepil BJAJIOCs TOBECTH,
10 XBOpoOa CIpUYMHEHA PElECUBHOI TOYKOBOIO MYTAII€I0 B
TeHi, 10 KOAYy€E [-JTaHIFOr TeMOIJIOOIHY, SIKUA TPU3BOIUTH 0
3aMiHM B 6-My HOJIO>KE€HHI INTyTaMiHOBOI KUCJIOTH Ha BajliH. ['eH
nokanizoBanuii B 11-if xpomocomi (puc. 2.26).

Pucynok 2.26 — «Cepriono/1ioHi» epuTpOLUTH
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Anomanbauii Temorsiobin HbS ripmie 3B’s13ye KUCEHb.
VY rerepo3urot mictutbes 60 % HopmansHoro ta 40 % anoma-
JBHOTO TeMOTIIO0iIHY, TOOTO Ha MOJEKYJISIPHOMY PiBHI CIIOCTE-
piraroTh HEMOBHE JOMIHYBAHHS HOPMAJIbHOI'O aJlelis.

MonexkynsipHUi MeXaHi3M 3MiHH (OPMH EPUTPOILHTIB.
3amiHa B OLJIKOBOMY JIAHIIO31 HETaTUBHO 3aPSPKEHOTO 3TUIIKY
TJIyTaMiHOBOI KUCJIOTH Ha BaJiHOBUI NPU3BOAUTD 10 BUHUKHEH-
HS «TUTIKOTOY T1/Ipo(h0OHOr0 KOHTAKTy Ha MTOBEPXHI MOJICKYIIH, 1
3a yMOBH HECTaui KUCHIO B KPOBI — MOJIEKYJIM TeMOTIIO0IHY S, Ha
BIIMIHY BiJl TeMOMIOOIHY A, 3UNAIOThCs (KPUCTATI3YIOThCSA),
YTBOPIOIOTH HEPO3YMHHI TPyOYacTi HUTKH, MIO MPH3BOIUTH 10
nedopmartii epUTPOIUTIB, sIKi HAOYBaIOTH CEPIIONOAIOHOT (hopMH.

Kniniuni nposieu. Y roMO3UroTHOMY CTaHl I'€H CepIio-
MOAIOHOKIITHHHOI aHeMii 1 ()EHOTHITHO TMPOSBIsE ceOe TOoCT-
PUM HETOKPIB’SIM — BMICT reMoryio0iHy pi3Ko 3HIKEHO (yaBidi
BiJI HOpMH), Pi3KO 3MEHIIIEHO KUJIBKICTh epuTpouuTiB. [Topsin i3
HE3BUYAHHO BEIUKOIO KITBKICTIO HE3PUIUX EPUTPOIUTIB YACTO
TPAIUIAIOTHCS MOJAOBKEHI, TOHKI CEPIIONOAIOH] KIIITHHH, KiJlb-
KICTh SIKMX CHJIBHO 3pOCTa€ 32 YMOBHU HECTayl KHUCHIO B KpPOBI.
CeprionofiOH1 KIITUHU JyXe TEHJITHI, JETKO PO3pUBAOTHCS,
YUM 1 MOKHA MOSCHUTU aHeMito. KpoBoHOCHI kaminispu, oco0-
JUBO TaM, JI€¢ BOHM AY)KE€ BY3bKi, OJOKYIOTHCS IMOJIOBKEHUMHU
€pUTPOLUTaMH (BUHUKAIOTh TPOMOO3H), 1110 1 € TOJIOBHOKO MpH-
YHHOIO PaHHBOI CMEPTI JI0 CTaTEBOI 3pUIOCTI. Y XBOPUX CIIOCTE-
piraroTh Hamajy pi3Koi cIabKoCTi, HYAOTH Ta 3aJMILIKH, Taxl-
Kap/iio 1 IIyMH B CepIii.

['eTepo3uroT y 3BMUaiiHUX yMOBaX 3JI0pPOBi, CEpPIIONO-
Ti0H1 epUTPOIUTH CTAHOBJIATH Jinie 6au3bko 1 %, a mij BIuu-
BOM (i3MYHOTO0 HAaBAHTAXEHHSI, 32 YMOBH 3HM)KEHOI'O BMICTY
KHCHIO B MOBITPI (MapLialbHOTO TUCKY), Y HUX MPOSBISIOTHCS
BKa3aH1 BUIIIE CUMIITOMH.

['en yacto Tpamserses B ['penii, Llentpanshiit Adpu,
Ianii. ¥ CHIA cepen HerputsHCHKOTO HaceneHHs — 3 % rerepo-
3UIOT, a B IesKuX paiionax Adpuxu — 10 40 %, 1mo cnpuunHe-
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HO MOIIMPEHHSAM TPOIMIYHOI Mayspii, SKa BHUKIUKAE BHCOKY
JIUTAYY CMEPTHICTh. Y CeprnomnoaiOHUX epUTPOLUTAX YMOBU
JUISE PO3MHOXKEHHSI MaJIIpIHHOTO IUIa3MOJlisl HECIPHUATIHBI,
TOMY I'€TepO3UTOTH 3HAYHO MEHIIIE CXWJIbHI 10 MaJsipii, MalOTh
NepeBary.

Hiaenocmuka. CepnonoaioH1 epUTPOIUTH Ta (pparMeH-
TH 3pyHHOBAHUX €PUTPOLMTIB MOXKHA BUSBUTH IIif] Yyac oOCTe-
KEHHSI 3pa3Ka KpOBi il MIKPOCKOMOM. TakoX BHUKOHYIOTH 1€
OJIMH aHaJi3 KPOBi, SIKUI HA3UBAIOTHh EIEKTPOPOpPE3 reMorio-
6iny. Ilin uyac mnpoBeaeHHs enekTpodope3y eNeKTPUIHUN
CTPYM BUKOPHCTOBYIOTH JISi PO3IUICHHS PI3HUX THIIIB T€MO-
rI1001HY, 110 TO3BOJISIE BUSBUTH aHOMAJIbHUN TeMOTI001H.

Jlikysanvui 3axo0u. JIikyBaHHSI CIIpSIMOBAaHE: Ha 3aro0i-
TaHHs KpHU3aM; KOHTPOJIb aHEeMii; MOJIETIIeHHS] CUMIITOMIB.

TaJsacemii — 3arajibHa Ha3Ba 3aXBOPIOBAHb, [10B’ I3aHUX
13 PO3NIaZIOM CHHTE3Y JIOPOCJIOTr0 reMoriodiny. € MikpouuTap-
HOIO aHEMI€I0, BUKJIMKAHOK BIJCYTHICTIO a- a0 B-T100iHy B
epuTponuTax; cuHoHIM — aHemist Kyni (puc. 2.27). Ha3Ba ytBo-
peHa BiJ TperbKoro cioBa talassa — Mope, 60 BrepIe 1s XBO-
poba Oyna BusiBineHa B xwureniB CepenzemHomop’s (Iramis,
I'penis, Kinp), ne aHemii mUpPOKO po3MOBCIOXKeHI. Tparis-
10ThCS B 3akaBkas3i, Tajkukuctadi. Lle ayrocomHo-periecuBHi
reMOorj001HOMATIi 3 HETIOBHUM JIOMIHYBAaHHSM, 10 BUSBIISEThH-
Csl Ha MOJIEKYJISIPHOMY PiBHI.
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MounekymsipHO-010JI0TiYHA TPUPOIA XBOPOOH TOJISTAE B
takoMy. TanaceMmis MoOXe€ BHHUKHYTH BHACHIIOK OyIb-sSKOT
MyTallii, o Mmopymrye cuuTe3 abo a-, abo B-riolbiny. Llei cuH-
Te3 MoXe Oyt 3HMKeHUM (a- 1 B-hopmu) abo 30BCIM BiACyT-
HiM (a’- i B°-popmu). [IprurHu Tanacemii pisHOMaHITHI.

barato a-dopm Tamacemii BUHHMKAa€e BHACIIJIOK JEJICIIii
TeHIB IJ1001HIB, 110 MPU3BOAATH 10 MOBHOI a00 YacTKOBOI BiI-
CYTHOCTI TeHiB. IMOBipHa MpUYMHA IIHOTO — IIOMUIIKOBHI HEpi-
BHHI KpocuHrosep. Piu y Tim, mo 16-ta XpoMocoma MiCTUTh y
HOPMI JIBa MOPYY PO3TAIIOBAHUX OJHAKOBUX reHa a-Tiobiny (ag i
ap), TOOTO MBI HeanenbHI Komii. OTke, TEHOTHI 3I0POBOI JIFO-
IUHU — Q1Q0202. YHACTIIOK KPOCHHTOBEpa 3a YMOBU HeTpa-
BHJILHOTO TIApPYBaHHS XPOMOCOM YTBOPIOIOTHCS TaMETH, IO
MICTATh TpU a00 OJWH o-reH. BusBieHo Takox aenenii 000x
0-T€HIB, OJIHI€IO 3 IPUYMH SIKUX MOXE OyTH HEpiBHHI KPOCHH-
roBep, 110 BiAOYBAETHCS aHAIOTIYHO IiJ1 Yac MapyBaHHs 1HIIUX
TOMOJIOTTYHUX IUISHOK.

VY moauHM i3 ABOMa abo TpboMa a-reHamu (3amicThb 4)
CKJIaJl KpOB1 Mail’ke He BIIPI3HSETbCA Bl HOPMH, a OCh 3a Has-
BHOCTI TIJIBKH OJTHOTO (-T€HAa BHACIIJOK HA/UTUIIKY [3-TaHIIOTIB
YTBOPIOETHCS HE3BUUANHUM TeTpamep 4, 110 3yMOBIIIOE PO3BU-
TOK XBOpOOHW, sika Ha3uBaeThesi reMornodOinomaris H. IToBHa
BIICYTHICTh O-T€HIB TPHU3BOJUTH JIO BUHUKHEHHS BOJSHKH
L1014, IKUii THHE 10 a00 i Yac MOJIOTiB.

VY mone#t 13 5 reHamu o-TJ00IHY CHHTE3 T€MOTJI00IHY
He 3Minenuit. [IpuunHow B°-GopM Tamacemiil TAaKOK, MOKIH-
BO, € HEPIBHUI KPOCUHIOBEP, 00 MOpsiA 13 B-T€HOM MICTUTHCS
Jy)K€ Ha HBOTO CXOXKHH O-TeH (CXOXKICTh CTaHOBUTH 93 %).
[Hoxi TparutsieTbest BO-TanaceMisi, BUKIMKaHA TOYKOBOK MyTa-
i€ B 17-My TpUILIETi, [0 MPU3BOJUTH J0 YTBOPEHHS CTOM-
KOJIOHY Ta MIPUIMMHEHHS CUHTE3Y OlIKa.

Hesxi ¢opmu Tamacemii BUKIMKaHI MOPYIICHHSM
crutaicunry M-PHK: onna 3 a’-tanacemiii 00yMoBIIeHa HEBETIH-
KOIO JIeJIeIli€l0 JIiBOi MEXIi MepIIoro iHTPOHY, YHACIIOK 4Oro
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PHK Brpatmia crabiibHicTh; oqHa 3 B°-TamaceMiii 00yMoBiieHa
TOYKOBOIO MYTAIIi€l0 HA JTiBIA Mexi ogHOro 3 iHTpoHiB (GT —
AT), dyepe3 mo CIUIAHCHHT y LbOMY MiCIli HE BiIOYBa€eThcs,
IHTPOH BXOJUTH A0 ckiaxy 3piioi M-PHK, i cunTes 6inka tpu-
Ba€ 3a MOCJIJOBHICTIO IHTPOHY JI0 MEPIIOTO CTOM-KOJOHY, Ae U
obpuBaeTbcsa. Onna 3 P'-Tamacemiii 06YMOBIEHA MYTaIli€lo
G — A, yHacnioK fKOi yTBOpHJIACS IUISHKA, TyXKEe CXO0Xa Ha
mpaBy 4acTHHY 1HTpoHY, 1 90 % ne3pinmux MPHK migmaroTbes
HENPaBWJIBHOMY CIUIaAMCHHIY Ha IIbOMY HLIAXY, a 10 % HopMa-
apHuX MPHK 3a6e3neuytoTh HEeBEJIMKUN CHHTE3 HOPMaJbHOTO
B-rmobiny.

TpamnseTbest TaKOXK OJHOYACHA BIACYTHICTH G- 1 -NaH-
IIOTIB, TOAI 3a GB-Tanacemii COCTepiraloTb CUMIITOMU aHEMIl.
Ane iHOMI el e(heKT KOMIIEHCYEThCS CHHTE30M Y-TJI001HY, IO
MOJKHa MOSICHUTH iHIUM nedexkrom y crpykrypi AHK; take
3aXBOPIOBAHHs Ha3UBAETHCS CIA/IKOBOIO MEPCUCTEHLIIEI0 (eTa-
JLHOTO TEMOTJIO0IHY.

Kniniuni nposeu. Y reTepo3uroT y 3BUYalHMX yMOBAax
aHeMis BUpakeHa ci1abo, He3HaYHO 30UIbIIEHA cele31HKa (Taja-
CeMisl IPOTIKAE CYOKIIIHIUHO). Y FOMO3UTOTIB, KpIM MOPYILIEHHS
MOp(GoJIOTii epUTPOLIUTIB, CIIOCTEPITAIOTh TSHKKY aHEMII0, JKOB-
TSHUIIO (BUPaXEHY pPI3HOI0 Mipo10), 30UIBIIEHY CEJIe31HKY,
B1JI0YBAIOTHCS 1 3MIHM B CKEJIETI: XBOpl MalOTh XapaKTEepHUU
OamToBuil yepen, KICTKM iXHI Je(OPMOBaHI 1 MalOTh BHIJIST
«ToJIOK DKakay; 3a3Bu4ai (y 90-95 % BumaakiB) BOHU HE JTOKU-
BatoTh 710 10-piyHOro BiKy (HamiBiaeTanbHuil ren). CUMOTOMH Ta
O3HaKd OOYMOBIIEHI aHEMIEI0, TEMOJII30M, CIUICHOMETATIEO,
rinepruiasiero KicTKOBOro MO3KY, 3a 0araTopa3oBHX reMOTPaHC-
(y3iit MOXKHA CTIOCTEPITaTH HAaBAHTAXEHHS 3aJ1130M.

Hiaenocmuka 3acCHOBaHA Ha TEHETUYHOMY JTOCII/IKEHHI
Ta KUTbKICHOMY aHaJli31 CTPYKTYPH T€MOTJIO0IHY.

Jlikysanoni 3axo0u. JIikyBaHHA TSXKKUX GOPM MOXKE Mi-
CTUTHU TeMoTpaHcdy3ii, CIUTICHEKTOMII0, TEparito XeIaropamH i
TPAHCIUIAHTALlil0 CTOBOYPOBUX KIIITHH.
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2.9. MyabTudakTopiajabHi XBOpooH

MyabTudakTopiaabHi XBOpoOH — XBOPOOH 13 CIIAIKO-
BOIO CXWJIBHICTIO, 0arato()akTopHi 3aXBOPIOBAHHS 3 TOJITEHHUM
TUTIOM YCIAJKyBaHHS, [0 BHHUKAIOTh YHACIIJIOK ITOEHAHHS
i1 TEeHETUYHOI CXHJIBHOCTI Ta PI3HOMAHITHUX MaTOTCHETUIHUX
YHHHUKIB 30BHIITHROTO cepefoBuIna (1HPEKIIHHNX, eKOoJIorid-
HUX, aTliMEHTapHUX Ta iH.) (puc. 2.28).

MprunHmn
v v
Cepeposuwe FeHeTHKa
(30BHiLWHI) (BHYTpIiWHI)
A 4 \ 4 A 4 v
CimeiiHi NonynauiiiHi [ | TeHn || FTeHeTMYHMIA PoOH

Pucynok 2.28 — [IpuunHu MynbTH(hAKTOpiaIbBHUX XBOPOO

MynbTrdakTopianbHi 3aXBOPIOBAHHS € HAWYMCIICHHI-
IIOK0 1 PI3HOMAHITHOIO TPYINOK XBOPOO, 110 CTAHOBUThH MOHAJ
90 % Bciei comaTonaToNOTIi JIFOJUHM 1 XapaKTepU3y€EThCs Haii-
OTBIII BUCOKMMHU TEMITAaMH 3POCTaHHS 3aXBOPIOBAHOCTI, CMEp-
THOCTI Ta 1HBaJiIM3allil Npae3aaTHOrO HACeJICHHs B Cy4YaCHHUX
MOMYJISALISAX.

Oco0n1BO BaXXJIMBUMU € MYJIbTH(AKTOpiadbHI 3aXBO-
PIOBAHHS 31 CIAJKOBOIO CXWJIBHICTIO. BOHM HachinyioTbes He
3a 3aKkoHaMH MeHens SK 3a MOHOT€HHUMHU O3HaKaMHu, 1 0co0-
JMBOCTI IXHBOTO yCMAIKYBaHHS BUSBIISIFOTHCS JIUIIE BHACIIIOK
O6aratopiuHux croctepekeHb. CragkoBa OOTsSKEHICTh 3ale-
KUTH BiJl CTYNEHsI BUPa)KEHHS 3aXBOPIOBAHOCTI 1 CIIOPIIHEHO-
CT1 3 XBOPUM 1 KUIbKICTIO XBOpUX y poauHi. Tomy ocoOauBy
yBary CiMeMHHUH JIiKap MOBUHEH NPHUALIATH CIM’sIM, JIe Tpam-
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JISTFOTHCS TaKi XBOPOOH, SIK IIYKPOBHUH J11a0eT, eMiJIerncis, Timep-
TOHIs, MU30(peHis, BUpa3KoBa XBOpooa.

«[lyckoBUM» MEXaHI3MOM Yy PO3BHUTKY BPOIKEHHX Bajl
MYJIbTU(AKTOPHOTO MOXOKEHHSI MOXYTh OyTH He30anaHcoBa-
HE XapyyBaHHS BariTHoi, Hacammepen Ae(iUUT HE3aMiHHHUX
aMIHOKHCIIOT, 0cO00IMBO (PosTieBOi, BITaMiHIB 1 MiHEpasiB (Homy,
IIUHKY, CEJIeHYy), a TaKOK KHCHEBE TOJIOAYBaHHS 3apojKa BHa-
CITIIZIOK 3aXBOPIOBAaHb IUI0/1a a00 BAariTHOI, MOLIKO/PKEHHS TLia-
[IEHTH, aKTUBHOT'O a00 TAaCUBHOTO KYPiHHS B MIEPi0/ BariTHOCTI.

MynbsTudakTopianbHi 3aXBOPIOBAHHS 3aJI€KATh:

1) Bix nmoniMopGi3MiB Te€HIB 1 IXHBOT CYKYyIHOCTI (Te-
HOTHI);

2) MEXaHi3MiB B3a€MOZil MDXK alCIbHUMH Ta Heasellb-
HUMH T€HaMH Martepi Ta 0arbka, MK OKPEMHUMH T€HaMH Ta
TCHOTHIIOM 3arajioM;

3) Moau]iKyBaIbHOTO BIUIMBY YMHHUKIB 30BHIIIHHOTO
Cepe/IoBHINa Ha JIif0 TeHIB y pa3i iXHbOI MmiIacTU4HOCTI (i He-
IUTACTUYHOCTI) — 3/IaTHOCTI 3MIHIOBaTH (HE 3MIHIOBATH) CBOIO
Ji10 y BIJIMOBIAb HA J1F0 YUHHHUKIB CEPEIOBHIIA.

['eHeTHYHA reTeporeHHICTh 00YMOBIIEHA:

— B3AaEMOJIIEI0 aJleNIbHUX OaThKIBCHKMX 1 MaTepUHCh-
KHMX TeHiB (pO3TallOBAaHMX B 1IGHTUYHHUX JIOKYyCax TOMOJIOT1Y-
HUX XPOMOCOM);

— MHOXXHMHHHUM aJieTi3MoM (TosiiMopdHI TeHH1 JIOKYCH,
y SKHMX pO3TalllOBaH1 3MiHEHI 3 PI3HUM CTYIIEHEM ajei);

— MHOXHHHHMMH MYTAIlisIMH OJTHOTO W TOTO K CaMoOro
reHa (TeHOKOMIIOBaHHS).

[TpuunHu noaiMop(i3mMy I'eHiB:

— TMOJIOKYCHICTh 200 T'€HOKOIMIIOBaHHA O3HAaKU abo
¢deHoTumy; pi3HI MyTalii B IeHax, pO3TAlIOBaHUX Y PI3HUX
JIOKycax K Ha OJHOMY, TaK 1 Ha PI3HUX XpoMocomax, 00yMOB-
JIOIOTh OJIVH 1 TOM caMuil eHOTHII.

— MOpyUIeHHs IudepeHIiifoBaHOi IeHHOI eKcrpecii —
MOCJIIJOBHOTO MepeAaHHs TeHeTUYHOI 1HpopMaIlii Bl MOJEKY-
mu JIHK 3a monmomororo pizaux tumis PHK no momimentumis;
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MOPYUICHHSI eKCIIpecii reHiB MOXe BHHUKHYTH BHACIiJOK MY-
Tamii B OyAb-sAKii JIaHIIl IIbOTO JIAHITIOTA;

— TCHOMHHMH IMIPUHTUHT (TEHOMHA IaM sTh), Gopmy-
BaHHS O3HAKH Ta ()EHOTHUITY 3aJICKUTh BiJ TOTO, YAH CHIAJKOBUI
Matepiall (MaTepUHCHKUN Y1 OaThKIBCHKHI ) TIEpPEIaHO 1HIUBITY.

XapakTepucTuka MyJIbTH(AKTOPiaTbHUX XBOPOO:

1. 31e61aBII0T0 TPAIUIAETHCS B MOMYJISAIIAX.

2. IIposiBu XBOpOOH MOXKYTh OyTH MPHUXOBaHI Ta JyKe
PI3KO BUpaXKEHI.

3. KuiniuHi nposiBU OiIbII MOCHITIOIOTHCS B HACTYITHHX
MTOKOJIIHHSX.

4. CraTeBOBIKOBI OCOOJMBOCTI MalOTh 3HA4YHI PO3XO-
JDKEHHS B TTOMYJIALIAX.

5. He mignsrae 3aKOHOMIpHOCTSIM YCIIaJKOBYBAaHHS 3a
MEH/1eTIBCbKMMH 3aKOHAMH.

6. Y MOHO3UTOTHUX OJIM3HIOKIB HIDKYHIA PIBEHB MPOSBY
XBOpPOOU, HIK Y TU3UTOTHUX.

7. CTyniHb pH3HWKY NPOSBY O3HAKW B MOKOJIHHI 3aJe-
KUTH BiJ 4aCTOTU XBOPOOH B MOMYJISAIIIi.

8. KoedpimieHT ycnaakoBaHOCTI MylbTH(QaKTOpiaTIbHUX
XBOp0O cTaHOBUTH Oinblie Hixk 50-60 %.

PosrnsiHeMo AesKi MPUKIIAAN ITUX XBOPOO.

Incyninozane:xkumii  nykpoBui giaber 1-ro  Tumy
(I3Id) — xpoHiuHA TimepriIiKeMiss BHACIIIOK 1HCYJIIHOBOI He-
noctatHocTi. lle mynpTH]aKTOpiaabHe 3aXBOPIOBaHHS 31 Ciajl-
KOBOIO CXHWJIBHICTIO, III0 PO3BMUBAETHCS BHACIIIOK €HIOTEHHUX
(reHeTHYHMX) Ta €K30I€HHUX YMHHUKIB. HYacTo yCcragKoBYETh-
csl K ayTOCOMHO-pELIECUBHA O3HAaKa 3 MEHETpaHTHICTIO 65 %
(roBeHUTbHA (opma); AiadeT JTHIX Mae€ MOJITeHHY MPHPOLY,
MOEJTHYETHCS 3 OXKMPIHHAM Ta TinepToHiero. Bimoma nokaniza-
Iis JesIKUX TeHiB y 6-if 1 11-it xpomocomax.

3a 1ykpoBoro niabery l-ro Tumy iHCYNiH He BUpPOOIs-
€THCS] BHACIIJJOK ayTOIMYHHOTO PYHHYBaHHs OeTa-KJIITHH ITiLI-
JIYHKOBOI 3a703U. AYTOIMyHHa JECTPYKLisi OeTa-KJITHH MiJII-
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JYHKOBOI 351031 (IHAYKOBaHa, IMOBIPHO, YNHHUKAMH JOBKLILIS
B F€HETUYHO CXMJIbHUX OC10) MPU3BOAUTH IO BHUIIAJaHHS CEKpe-
uii iHcyniny. [IpoTsirom 6aratbox micAiiB abo poKiB 1 JeCTPy-
KIlis KJIIHIYHO HE BHABJIAETHCS, JOKH KIJIBKICTh OeTa-KIITHH HE
3MEHIIUTKCS IO TAKOTO CTYICHS, 32 SIKOTO KOHIICHTpAIlis 1HCY-
JIIHY CTa€ HEJIOCTATHLOO JJISI KOHTPOJTIO TIIIKEMIi.

[lykpoBmii aiaGeT MEpUIOro THUITY 3a3BHYAil MPOSBIS-
€THCS B JIUTSYOMY Ta IUTITKOBOMY BiIli 1 JOHEIaBHa OyB Iie-
peBaXHOI0 (HOPMOIO I[yKPOBOTO IiabeTy, M0 JiarHOCTYIOTh B
oci6 momoame Hixk 30 pokiB. OxnHak 15 ¢opma niadeTy Tpar-
JSETHCSA 1 B 0Ci0 3pijoro BiKy (JJATEHTHUH ayTOIMyHHUH 1ia0et
JOPOCTUX, KU CHOYaTKy MPUNAMAIOTh 3a I[YKPOBHUH iabeT
apyroro Tuiy). Jleski Bunanku giadery 1-ro Ty HE € ayToi-
MYHHHMH 32 CBOEIO MPHUPOJIOI0, Ta € imionaTHdyHuMu. JliaGet
1-ro Tumy Tpamnserbes MeHme HiX y 10 % BCix BUMIAAKIB IyK-
poBoro giabery.

VY marorenesi 1mykpoBoro miabery 1-ro Tuiy Bimirpae
ponb nieta. Tak, pusuk niabety 1-ro Tumy 3pocTae 3a yMOBU
BUTOJIOBYBAaHHS JIT€H MOJOYHHUMH MPOAYKTaMH (OCOOJIMBO
KOPOB’SIYMM MOJIOKOM Ta O1JTKOM KOPOB’SUOTO MOJIOKa — OeTa-
Ka3eTHOM); 3a BMCOKOI'O pIBHS HITpaTiB y MUTHIM BOJI Ta He-
craui BitamiHy D y iki. KoHTakT i3 ritoreHoM a0 3€pHOBUMHU
MPOAYKTAMH CTUMYIIOE YTBOPEHHSI ayTOAHTHUTLI JIO OCTpiBIle-
BUX KJIITUH. MeXaHi3MHU IHX acollialliii 3aJIMIIaloThCS HE3PO-
3YMUIAMH.

Kniniuni nposeu. 1lepBUHHI CUMIITOMU TOB’S3aHi 3 Ti-
MEPIIIIKEMIEI0 Ta MICTATH MOJIIUICI0, MoJidarito, Moiypiro
Ta 3BY>KEHHs 1oJs 30py. [lo yckiagHeHb HaleKaTh aHTioMaTii,
nepudepuyHa Heiponarisa, HeponaTis Ta CXHJIBHICTh /10 1H-
(bexIiiHNX 3aXBOprOBaHb (puc. 2.29).
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Pucynok 2.29 — Bupasku Ta misiMu Ha IIKipi

Takox 3’SIBISETHCS NOTAT 1O COJIOJKOr0, HYJ0Ta, MOC-
TilHa XpOHIYHA BTOMa, 3HMKEHHS MacH Tila (32 I[yKpPOBOTO
niabety 1-ro Tumy), CyJJOMH JIMTKOBHX M 5I31B, CYXiCTh 1 CBEp-
O ILIKIpU Ta CTaTeBUX OPraHiB; BUPAa3KU HAa HIKHIX KiHIIIBKaX
1 IIAMM Ha LIKipi, TpUOKOBI 1H(EKIIT (30KpeMa MOCTiiHI Bari-
HalbH1 1H(QEKUI] KIHOK), OHIMIHHS, Kap y KHUCTSIX 1 CTOmax,
HaOPAKIIICTh, IOBUIbHE 3aTO€HHS paH, HEUITKICTh 30DY.

Hiaenocmuka. TlingBuineHnui piBeHb TIIOKO3H y TUIa3Mi
KpOBI M1J] Yyac MOBTOPHUX BUMIpIOBaHb HATIIECEPIIE.

JlikyeanvHi 3axo0u MICTATh JIl€Ty, (I3UYHI HaBaHTa-
KEHHs1, 00poTHOY 3 HaJIMIPHOIO Barolo, 3aCTOCYBaHHs 3ac00iB,
SK1 3HH)KYIOTh PIBEHBb TJIIOKO3U B KpPOBI, 110 MICTATH 1HCYJIIH,
nepopajibHI LYKPO3HWKYBAJIbHI Mpenapartu TOLIO. 3a HaJexk-
HOTO KOHTPOJIO TJIiKeMii MO)KHa 3armo0irTH HEeraTUBHUM Hac-
JiIKaM Ta YCKJIaJHEHHSAM XBOpoOH. HacToro MpUUMHOI0 cMep-
THOCT1 € PI3HOMAaHITHI Ypa)k€HHs CepLeBO-CYIMHHOI CHUCTEMH,
30KpeMa CepIisl.

IncyniHoHe3aIe;kHMH MYKPOBUH Aiader 2-ro THILY
(IHOA) — mynbrudakTopianbHa XBOpoOa, 3a SKOi ceKpeLlis
1HCYTIiHY HEJIOCTATHS, OCKLUIBKHU B MAII€HTIB JI0 1HCYITIHY BUPO-
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Ouacs pe3UCTEHTHICTh. PE3UCTEHTHICTD /10 1HCYJIIHY B TKAHH-
HI TIEYIHKH TMPHU3BOJUTH IO BTPATH 3JATHOCTI MPUTHIYYBATH
BUPOOJICHHS TJIFOKO3M B TIEUiHIl, a PE3UCTEHTHICTH /10 1HCYIIHY
B NEpUPEpUYHUX TKAHMHAX MOTIPIIYE 3aCBOEHHS TIJIFOKO3H.
[ToeqHaHHs IMX YUHHUKIB MPU3BOIUTH O PO3BUTKY Tileprili-
Kkemii HaTmie 1 micist ki, YacTo piBHI 1HCYINIHY AyXe BHCOKI,
0COOJIMBO HA TIOYATKY 3aXBOproBaHHs. Ha Ounbmn mi3HIX cTafi-
SIX XBOPOOM MO’KE 3HMIKYBATHCSI BUPOOJICHHS 1HCYIIIHY, IO IIe
O1IIBIIIE TIOCUITIOE TIEPTITIKEMITO.

XBopoba 3a3BUuYail PO3BUBAETHCS B JIOPOCIOMY Bill,
MPUYOMY 3 BIKOM HOLIMPEHICTh 3pOCTaE; MOPYIICHHS TOJIEpaH-
THOCTI JI0 IJIFOKO3U BHSIBJICHO B TPETUHH JOPOCIUX, CTapIIUX
HIXK 65 pokiB. Y JIFO/IeH MOXHIIOTO BiKY PiBEHB TIFOKO3H B ILIa-
3Mi micns K1 MiIBUIIYETHCS CUIIbHIINIE, HIXK Y MOJIOAIIUX J10-
pOCIHX, OCOOJIMBO MiCHA MPHUHOMY TKi 3 BUCOKHM BMiCTOM
ByrieBoAiB. Takox piBHI IJIIOKO3M JOBIIE 3HHXKYIOTBCS [0
HOPMH, 30KpeMa 4epe3 HaKONMWYCHHs BIiCHEPaIbHOTO Ta abo-
MIHAJIBHOTO JKUPY Ta 3HIKEHHsA M s30Boi Macu. [liaber 2-ro
TUITY 371€01IBIIOT0 TPAIUISETHCA B JIITEH, OCKUIBKH JIUTSUYE
OXUpiHHA HaOyno xapakrtepy emigemii. bineme Hixk 90 % no-
pOCIINX, SIKI CTPpaXJalOTh Ha Jia0eT, MalTh 3aXBOPIOBAHHS
2-TO TUTYy.

Baxn1Boro yMOBOIO pO3BUTKY 1HCYJIIHOPE3UCTEHTHOCTI
3a IIyKpOBOro fAia0eTy 2-ro THIy € OXHpiHHS Ta Habip Bar.
B ocHOB1 OXHUpIHHS MOXYTh OyTHM T€HETUYHI YMHHUKH, aje
BaXJIUBY POJIb BIJIrparoTh Ji€Ta, IHTEHCUBHICTh (PI3WYHUX Ha-
BAHTAXKEHb 1 3arajdpHui crmoci0 XutTTa. OpraHizaM HE MOXKe
NPUIYIIMTH JIIOJI3 Y JKUPOBIA TKaHWHI, TOMY 3 HEi BUBUIb-
HSIOTHCS BUTBHI )KMPHI KUCIJIOTH, a MiIBUILEHHS IXHHOT'O PIBHS
B IJIa3Mi MO’KE€ MOPYILIYBAaTH CTUMYJIbOBAaHUN 1HCYJIHOM TpaH-
CTIOPT TUIFOKO3H Ta aKTHUBHICT TIIKOTEHCUHTA3H Yy M’ si3ax. JKu-
poBa TKAaHWHA TakoX (YHKIIOHYe K E€HIOKpUHHHH oOpra,
BHJIUTAIOYH O€37114 YMHHUKIB (QJUTOIMTOKIHIB), SIKI CIIPUSITIIN-
BO (aIMTIOHEKTHH) Ta HECIPUATINBO (YMHHUK HEKPO3Y ITyXJIH-
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HU-anbda, IHTEepIeHKiH-0, JIENTHH, PE3UCTUH) BILUTUBAIOTH Ha
MeTaboI1i3M TITIOKO3H.

Hiacnocmuxa ma nikysanvui 3axo0u MoAIOHI 3 TOTIe-
peIHIMU.

ApTrepiajbHa rinepren3sis, a6o rineproHiyHa xBo-
pob6a — 1e CTiifike MiJABHMIIEHHS CHCTOJIYHOTO apTepiaJbHOro
THCKY y criokoi Oinbie Hik 130 MM pT. cT. Ta/a00 A1acTOIIYHOTO
apTepiaIbHOTO TUCKY — Ounbire Hik 80 MM pt. cr. [ligBume-
HUHN apTepialbHUM THCK 301IbIIye pU3UK 3aXBOPIOBAHOCTI Ta
CMEpPTHOCTI.

3a eTioNori€ero TinepToHiYHA XBOPOOa MOIUIIETHCA:

— Ha MepBUHHY, a00 eceHlliaJbHy TiNepTeH31t0, KOJIU
HiABUILEHHS apTepiaibHOTO TUCKY BHHHKA€E Oe3 BiIOMOi mpu-
YMHHU, BOHA € HAUMOIINPEHIIION0;

— BTOPUHHY TilIEPTEH3II0 — 13 BCTAHOBIICHOKO MPUYMHOIO,
3a3BUyaili 0OyMOBJICHY TEPBUHHHAM alIbJIOCTEPOHI3MOM; aIrHOe
CHY, XpOHIYHa XBOp0oOa HUPOK, OKUPIHHS ad0 CTEHO3 HUPKOBOL
apTepii € IHIMMHA TPHYMHAMA BTOPHHHOI TiIIepTeH3ii.

AptepianbHUM THCK 3011bIIY€EThCS 3 BikKOM. [Ipnban3Ho
JIBI TPETUHU JIIOJICH cTapiie HK 65 POKIB CTPa)kIar0Th Ha ap-
TepiajbHy TiNEpTeH31t0, a JI0AN 3 HOPMAJIbHUM apTepiabHUM
TUCKOM Y Bimi 55 pokiB MaroTh 90 % pU3HK PO3BUTKY apTepia-
JbHOI rinepTen3ii. OCKIAbKY MiJIBUIIEHHS apTepialbHOTO THC-
Ky 3 BIKOM CTa€ HACTUIHKH HOUIMPEHUM SIBHILEM, BOHO MOXE
3/1aTHCA HEBUHHUM, ajie 1€ MPU3BOAUTH J10 TSXKKOI (hopMH 3a-
XBOPIOBAHOCTI Ta CMEPTHOCTI.

Hu3ka 4MHHUKIB COpUsi€ MPOSIBY Ta PO3BUTKY TiNepTO-
HIYHOT XBOpOOM — IIe, HacamIiepes, CIaaKOBICTh; HaaMIpHA
Bara, 3JI0BXHMBaHHS CULIIO; TOCTiiHa HEpBOBa IeEpeHanpyra,
€MOILIIHI CTpecH; HEOCUIIaHHS BHOYI, 4acTl ImIyMm 1 BiOpamii
TOIIO; 3JIOBXKHMBAHHS aJIKOTOJIEM 1 KypiHHS; BHCOKHI piBeHb
XOJIECTEpUHY, TaKl CYNyTHI 3aXBOPIOBAHHS, SIK IyKpOBUH Jia-
0eT, 3aXBOPIOBAHHS IIUTOINOAIOHOI 321031 Ta HUPOK; MaJIOpy-
XJIMBUHM CIIOCIO KUTTSA Ta 1H.
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Kniniyni nposisu. Crioyatky TOTIPITYETHCS KPOBOIOC-
TadaHHs oprasiB. [1oTiM ypakaroThCsl CyIMHU TOJIOBHOTO MO3-
Ky, CITKIBKHM, HHUPOK, BiIOYBA€TbCs IOTOBLICHHS CEpIEBOIO
M’si3a (puc. 2.30). Akimio BiACyTHE JIIKyBaHHS, TO SIK HACIIIOK
PO3BHBAIOThCA TaK 3BaHI CYAMHHI KaTacTpou: TOCTPHMA iH-
(dhapkT MioKap/ia; IHCYJIbT; KPOBOBHJIMB y CITKIBKY OKa TOIIIO.

36inbuweHHs
cepuesoro
M'asa

—

B HOpMi FinepToHiyHa xBopoba

Pucynok 2.30 — 30isbIIeHHS CEPIIEBOTO M’ 32

Jliaenocmuka — 11€ KOHTPOJIb apTepiaabHOro THCKY. Jlia-
THO3 CTaBUThCA Ha IMIJCTaBl pe3yJbTaTiB c(hirMOMaHOMETpil.
JliarHOCTHKA JTO3BOJISIE BU3HAYUTH TPUYMHY, OIIHUTH YIIKO-
JOKEHHS OpraHiB 1, HaBITh, BUSBUTH 1HIII CEPILIEBO-CYIMHHI YHH-
HUKH PH3HKY.

Jlikysanoni 3axoou. JIlikyBaHHS MICTUTH Y €00l 3MiHY
Croco0y JKUTTS 1 MpUHOM IIpernapaTiB, 30KpeMa J1ypeTHKIB,
1Hr161TOPIB aHT10TEH3UH-TIEPETBOPIOBaTIbHOIO (hepmeHTy AIID,
61okaTopiB penenTopiB aHriorensuny Il i 61okaropis Kabllie-
BUX KaHaJiB.

ATepocKJ/epo3 XapaKTepH3yeThCS YTBOPEHHSM HEOJI-
HOPIAHUX OJIAMIOK a0 aTepoM B IHTHUMI CEpeIHIX 1 BEIMKUX
aprepiil. Y Onsmikax MICTSTbCS JIiMiIU, 3anaibHl KJIITHHH, I1a-
JIKOM’SI30B1 KJIITUHU 1 crofyyHa TkaHuHa. Cepel YMHHUKIB
PU3UKY BapTO BUAUIATH TUCIIIIIEMII0, IYKPOBH Aiaber, cra-
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JIKOBICTb, MAJIOPYXJIMBUH CTIOCIO KUTTS, KypiHHS, OKHUPIHHS Ta
rinepTeHs3ito.

Kniniyni nposigu. CAMIITOMH 3’ SIBIISIFOTHCS 13 301TBIIICH-
HSIM pO3MipiB 200 B pa3i po3puBY OJSMIKK, KOJIK 3MEHIIYEThCS
a00 TPUIHUHSIETHCS KPOBOOOIT; KapTUHA 3aXBOPIOBAHHS 3ajle-
KHMTb BiJ ypaxkeHoi aptepii (puc. 2.31).

Pucynok 2.31 — ATepocKIepoTHdHi OJIAIIKI

Hiaenocmuka TIPOBOAWTHCS KIIIHIYHO Ta TiITBEPIKY-
eTbcs aHriorpadiero, Y31 Toro.

JlikysanvHi 3ax00u — 1€ YHEMOXKJIMBIICHHS YUHHMKIB
pu3HKy, MoaudikaIlis cnoco0y KUTTA Ta Ji€Ta, (pi3uuHa aKTH-
BHICTb 1 IPU3HAYCHHS QHTHATEPOTCHHHUX 3aco0iB.

IIn3odpenii — rpyna NcUXiyHUX 3aXBOPIOBaHb, IO Xa-
PaKTEPU3YIOTHCSI 3MIHOKO OCOOMCTOCT! (3HMKEHHSIM aKTHBHOCTI,
€MOI[ii, 3aMKHYTICTIO, MOPYILIEHHAM MUCJIEHHS), 1€30praHi3oBa-
HICTIO MOBM Ta MOBEAIHKH, aQeKTUBHOI TYIOCTI (3BY)KEHHs Jia-
Ma30HYy €MOLIi), KOTHITUBHOIO Ae(inuUTy (MOPYIIEHHS JOrTYHOTO
MUCJICHHS), PI3HUMU CUMITOMaMH (MasiuHs, TaoIUHAL, adek-
TUBHI PO3JIaJi), 3HIDKEHHS IMPare3JaTHOCTI Ta COLIAIIbHOI aKTH-
BHOCTI. [IpyunHa HeBioMa, ajne BeNMKe 3HAUYeHHS MaloTh TeHe-
TAYHUN Ta €KOJIOTIYHUN YMHHUKH.

Le mynbTH(akTOpiaibHE 3aXBOPIOBAHHS 31 CIIaJJKOBOIO
CXWJIBHICTIO, TOMY SIKIIIO B POAOBOJII HEMA€ BUMAJKIB IIN30(]-
peHii, TO y 310pOBUX OaThbKiB PU3MK HAPOIKEHHS XBOPOI JIHU-
uan — 1 %, skmo oaumH 13 6aTbkiB xBopui, T0 19 % (mms
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MepIIo TUTUHU), SKIIO XBOpi ooumBa — 59 %, a 3a HaIBHOCTI
IHITUX XBOPUX POJUYIB PU3HK 30UIbIIyeThCs. [Ipubim3HO J10-
KaJTi30BaHO 3 ayTOCOMHO-pPEIeCHBHI TeHH. MOXJIMBO, O/HA 3
(hopM BU3HAYAETHCS JOMIHAHTHUM T'€HOM i3 TICHETPAHTHICTIO B
romo3urot 100 %, rereposurot — 20 %. ExcripecuBHICTb pi3Ha.

[In30dpeHis € XpOHIYHUM 3aXBOPIOBAHHSM, SKE MOXKE
MPOrpecyBaTH B KiJIbKa €TaIiB, X04a IXHsI TPUBAIICTh 1 Xapak-
TE€p MOXXYTh 3HaYHO BIAPI3HATHUCS B pi3HUX XBopuX. IlamieHTn
3 mU30(peHi€ro 3a3BUYail 3BePTAIOTHCS 32 MEAMYHOIO JIOTTOMO-
TOI0 MICHIS MPOSABY MCUXOTUYHUX CHUMIITOMIB MPUOIM3HO TPO-
Tarom 8—15 MicsIIiB.

[[u3odpenis, Xo4 1€ 1 AMBHO, € HE3HAYHUM YHHHUKOM
pu3HKy OyiiHoi moBemiHku. [lorposnmBa moBemiHKa Ta cHajaxu
arpecii TparuITIOTHCS YacTillle, HK CIIpaBJIi HeOe3NeuHa MoBe-
ninka. Ocobu 3 MU30(pPEHier0 3araloM MEHII arpechBHi, Hik
0co0H, SIKi He CTPAXKIAIOTh HAa 1€ 3aXBOPIOBAHHSI.

Ha pucynky 2.32 300paxeHuii aMeprKaHCHKAN MaTeMa-
tuk /[xon Hem, sikuii XBOpiB Ha MapaHOiNallbHY IH30(PEHITO.
Bin BiZMOBUBCS Bil MEAMKAMEHTO3HOT'O JIIKYBaHHS, MPOJIOBXKY-
BaB CBOI Jocii/pkeHHs 1 B 1994 p. 6yB Haropomxenuit HoGeniB-
CBHKOIO MPEMIEIO.

14 A
Pucynok 2.32 — Jlrxon Hem

Kniniuni nposeu. lnzodpenist xapakTepu3yeTbCcsi po3-
BUTKOM: NICUXO03Yy (BTpaTa KOHTAKTy 3 PEaJbHICTIO), TaliOlMHA-
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il (xuOHI BiMUYTTS), MasUHUX CTaHIB (XMOHI MEpEKOHAHH:),
JIC30praHi30BaHOI MOBHM Ta IIOBEIIHKU, a(EKTHUBHOI TYIOCTI
(3ByXKEHHSI Jllama3oHy eMOIliii), KOTHITUBHOrO Aedinuty (1mo-
PYIICHHS JIOTIYHOTO MUCJICHHS) MpaIe31aTHOCTI Ta COIiaabHOT
akTuBHOCTI. [IprunHa HeBioMa, alie BEJIMKE 3HAYCHHS MAaIOTh
TeHeTUYHUI Ta eKOJOT1YHUM YMHHUKH. CHUMIITOMH MEPEBA’KHO
PO3BHBAIOTHCA B MITIITKOBOMY Ta FOHAIILKOMY Billi.

Hiaenocmuka. OauH ab0 KiJIbKa €Mi30/1iB 13 BUPAKCHOIO
CUMITOMATUKOIO TIOBHHHI TPHUBATH OUIbIIE HIK 6 MICSAIIIB,
nepir Hixk OyJie TOCTaBIEHO JiarHos.

Jlikyeanvui 3axoou. JlikyBaHHS — MEIMKAaMEHTO3HA Te-
paris, KOTHITUBHA Tepallisl Ta TCUXOcoIliadbHa peadimiTarlis.
PanHe BU3HAueHHS Ta JIIKYBaHHS IMO3UTHBHO MO3HAYAIOTHCS HA
TPUBAJIIN KUTTEMISITBHOCTI.

EainTouuTo3 — ayrocOMHO-JIOMIHAHTHE 3aXBOPIOBaH-
H#, 3a SIKOro 3HauHa yacThHa eputpouuTiB (80-90 %) HaOyBae
oBaibHOI (hopmu (puc. 2.33). Y roMO3UroT po3BUBAETHCS TSIK-
Ka aHeMisl, y TeTepO3UTOT MATOJOTTYHUX MPOSBIB MOXe He Oy-
T (Jierka ¢popMa aHeMii B MepIl MICSIIl KUTTH).

Kniniuni nposaseu. CumnToMaTuka, 3a3Buyail, BUpaXKeHa
MIOMIPHO Ta MICTUTh y COO1 aHEMIIO0 PI3HOIO CTYNEHs, KOBTS-
HUIIO, CIIJIeHoMeranio. Moske OyTu remaromeranis. Takox
3BUYAHUM € XoJjemiTia3z (IMrMeHTHE KaMiHHS), 10 CYIpPOBO-
JDKYETHCSI XapaKTEPHOIO CHUMIITOMATUKO. 3a3BUYai 1i CUMII-
TOMHU HasiBHI B OJTHOTO a00 OUIbINE WICHIB POJMHU, OJHAK Yy
JesIKMX MOKOJIHHAX XBOPUX MOXKE He OyTH BHACHIIOK Bapiale-
JIBHOCTI IEHETPAHTHOCTI I[bOTO I'eHa.

Hiaenocmuka TpyHTYETbCSI Ha BUSBIICHH] 3HUKEHOI OC-
MOTHYHOI PE3UCTEHTHOCT] €pUTPOLIUTIB Y MOETHAHHI 3 HETaTU-
BHUM pe3yJIbTaTOM IMPSIMOTO aHTUTTIOOYIIHOBOTO TECTY.

Jlikysanvhi 3ax00u. Y TIOOTMHOKUX BHUIIAIKaX MaIliEHTaM,
MOJIOJIIIUM HiX 45 pOKiB, MOTPiIOHE BUKOHAHHS CIJICHEKTOMIi.
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Pucynok 2.33 — Eninronuros

Eninencist (TakoX Mo3HA4YaeThCsl SK MapOKCHU3MaJIbHHUMA
eMUICHTHYHUIA PO3Jaa) — L€ XPOHIYHE 3aXBOPIOBAHHS T'OJIOB-
HOTO MO3KY, 110 XapaKTepU3YyeThbCsS MOBTOPHUMH (= 2) Henpo-
BOKOBAaHMMH CyJOMHHMMHU Hamajgamu (TOOTO He IOB’SI3aHUMH 3
TUMYACOBHMHU CTPECOBHMH YMHHUKAMH), 10 BUHUKAIOTH OKpE-
MO OJIMH BiJI OJJHOTO 3 iIHTEepBaJIoM Oinbine Hix 24 roaua. OqHa
MOOJIMHOKA CyJIOMa HE € eNUIeNTHYHMM HamajaoM. Eminencis
4acTo € 1I0MAaTUYHO0, ajie JIeAKl 3aXBOPIOBaHHS TOJOBHOTO
MO3KY (Hampukiaza, Manb(opmarlii, IHCYIbTH Ta MyXJUHH) MO-
KYTb CIPUUYMHUTH CUMIITOMAaTHYHY €IUIEICIIO.

[TenerpaHTHICTH 1OMiHaHTHOI popmu — 67 %, Bapitoe B
pi3HUX poauHax. B ayrocomax BUSBIIEHO TP pELECUBHI I'€HU.

Kniniuni nposeu. XapakTepu3yeTbCsl IOBTOPHUMM Ha-
1ajlaMy; TeHepai3oBaHi Hamaju CYMpPOBOIXKYIOThCS BTPATOIO
CBIIOMOCTI, TaXiKapi€ro, cyaomMamu (puc. 2.34).

VY monel 3 enulencie€ro HepiKo BHHMKAIOTH 1HIII MpO-
O6nemu (¢i3nuHOrO Xapakrepy (Taki fK mepenoMud Ta 3aboi,
OB’ 5I3aH1 3 HaaJaMu), a TaKOXK ICUXOJIOTIYHI OPYILIEHHS, 30K-
peMa TpUBOXHI po3iaau Ta aenpecis. Kpim toro, pusuk nepen-
YacHOI CMEpTI cepesl XBOPHX Ha EMUIEINCii0 BTPUYl MEpeBHIIye
AHAJIOTIYHUI MOKA3HUK CEpel 3arajbHOi MacH HACENEHHs, IpH-
YoMy HalBUIIll TOKA3HUKH CIIOCTEPIraroTh y KpaiHax 13 HU3bKHUM 1
CEepeHIM PIBHEM JIOXO/IY, @ TAKOXK Y CUIBCHKHMX palioHax.

102



Pucynok 2.34 — EninentuyHuii Hama

Hiaenocmuka eninerncii B 10pOCIUX MICTUTh y 001 BH-
KOPHUCTaHHS HHM3KU JIOCIHIKeHb: ONMHUTYBaHHS MAalll€eHTa JiKa-
pem; HeBpoJIoTiyHMi orusf; eHuedanorpama; MPT rojgoBHoro
mo3Kky; [IET KT; renernuni BunpoOyBaHHsI.

Jixysanvui 3axoou. Hanagu eminerncii MO>kKHa Torepe-
muth. [lo 70 % nropeid, siki CTpaXKIar0Th Ha EMLIETCio, MOXKYTh
XHUTH 0€3 HamaiB XBOpOOW 3a YMOBH HAJIS)KHOTO JIIKYBaHHS
MPOTUCYIOMHUMH TIperaparaMu. SIKIo B MaIjieHTa 3 emijernci-
€10 TIPOTATOM JBOX POKIB BIJICYTHI Hamaau 3aXBOPIOBAHHS, TO 3
ypaxyBaHHSIM 3HAUYHUX KITIHIYHUX, COIIAIbHUX Ta 1HAWBiAya-
JTHHUX YAHHUKIB MOKHA PO3TIISTHYTH MOXJIUBICTD MPUTTHHEHHS
MPUIOMY MPOTUCYIOMHUX MPENapaTiB.

Bupa3koBa xBopo0a HUIYHKa i JABaHAAUATHIIAJIOL
KHIIKHA — MYJIbTH(AKTOpIaTbHE 3aXBOPIOBAHHS 31 CIAJIKOBOIO
CXWJIBHICTIO, TPaIuIEThess ¥ 2—3 % IOpOCIIOTO HAaCETeHHS,
Bpa’kae MepeBaykHO 0ci0 4osoBivoi cTati (y 4—6 pa3siB yacrilie,
HDK JKIHOK), OCOOJIMBO SIKIIIO XBOPUW — HAWUOMMKYIUN poaud
XKiHOYOi craTi (MaTtH, cectpa). OmHa 3 Gopm — ayToCOMHO-
noMiHaHTHA. YacTo € OIHUM i3 KJIIHIYHUX MPOSBIB 1HIIHUX CIla-
JIKOBUX CUHIPOMIB.
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Kniniuni nposieu. binb 1 guckomopT B emractpii, mic-
7Sl BXKMBaHHS 1Ki, TAKOXK YHOUI Ta BpaHIli. MOXXyTh BUHUKATH
HYyJ0Ta Ta OJIFOBaHHS.

Hiaenocmuka. EHIOCKOITIS, CEPOJIOTIUHI TECTH.

Jixysanvui 3axoou. Jlieta. MenukaMmeHTO3HA Teparis.

IIuTtannsa aas CaMOKOHTPOJI0

1. Knacudikamis reHHUX XBOPOO.

2. JliarHOCTHIKa TeHHUX XBOPOO.

3. XapakTepucTuka XBOpoO i3 MOPYIICHHSAM aMiHOKHC-
JIOTHOTO OOMiHY.

4. XBopoOwu, 1MoB’s3aHi 3 00MiHOM (heHiTamaHiny.

5. AnkanrTonypisi, anb0iHi3M, (DEHIUIKETOHYpis, TOMO-
MUCTHHYPis, TICTUIMHEMIs, XBOpoOa «KIEHOBOTO CHPOIY»,
LIUCTUHYPIS, XBOpoOa XapTHyna: MPUYMHH, KIIHIYHI MPOSIBH,
J1arHOCTHKA, JIIKYBaHHS.

6. Un MOXIMBUH HOPMAJIbHUH PO3BUTOK JIIOJAWHHU,
XBOpOi Ha (peHIKeTOHYpiro (0e3 po3yMOBOi BiACTANOCTI)?

7. 3a sKOro 3aXBOPIOBaHHS MOXHA CIIOCTEpIraTu moTe-
MHIHHS C€4l Maiike JI0 YOPHOTO KOJIbOPY?

8. 3a SKOro 3axXBOPIOBaHHS 3amax cedl Harajaye KJIEHO-
BHI cuporn?

9. XapakTepuctuka XBopoO 13 MOPYUIEHHSIM BYIJIEBO-
HOTO OOMiHY.

10. IanakTo3eMisi, TITIKOIeHO3U, (PPYKTO3EMisl, CHHJ-
poM ManbabcopOLii BYIrJIeBOJIB: NMPUUMHM, KIIHIYHI IPOSBH,
J1arHOCTHKA, JIIKyBaHHSI.

11. Xapakrepuctuka XBOpoO 13 MOPYIIEHHSAM JiMiIHO-
ro oOMiHy.

12. XBopoOa Himanna — Ilika, xBopoba Tes — Cakca:
MPUYUHM, KITIHIYHI IPOSBHU, 11arHOCTHKA, JTIKYBaHHS.

13. 3a gxoro 3axBOpPIOBaHHS METOJOM O(PTaIbMOCKOIIL
BUSIBIISIIOTH YEPBOHY IUIIMY Ha CITKIBIII HaBIIPOTH 31HUILII?
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14. XapakTepucTuka XBOpOO 13 MOPYHIEHHSAM OOMIHY
HYKJICITHOBUX KHCIIOT.

15. XBopoOa Jlema — Haiixana, mogarpa, xsopoda XaH-
TIHITOHA: IPUYHMHHU, KJTIHIYHI TIPOSBH, TIarHOCTUKA, JIIKYBaHHSI.

16. XapakrepucTuka XBOpoO i3 MOpYIIEHHSIM MiHEpa-
JILHOTO OOMIHY.

17. XBopoba Binbcona — KonoBanaoBa, reMoOXpoMaTo3s:
MPUYMHH, KITIHIYHI TIPOSBH, IIarHOCTHKA, JTIKYBaHHS.

18. 3a skoro 3axBOPIOBAHHS BUSBIISIOTH 30JI0TI a00 3€-
JIEHYBaTO-30J10Ti KibIs Kaitzepa — dnefimepa?

19. 3a sKOro 3axBOpPIOBaHHS BUSBISIOTH OpPOH30BUI
BIJITIHOK TIKipu?

20. XapakTepucTuKa XBOpOO i3 MOPYIIEHHSM OOMiHY
CIIOJIYYHOI TKAaHWUHH.

21. Myxkonomicaxapu031, apaxHOJAKTHIIIS: TPUYHHHY,
KJIIHIYHI TPOSIBY, 11arHOCTUKA, JTIKyBaHHS.

22. XapaKTepHCTHUKa CH3UMOIATIH.

23. MykoBicuuao3, Inemakis, xBopoOa JXunbbepa:
NPUYUHM, KITIHIYHI IPOSIBHU, 11arHOCTHKA, JTIKYBaHHS.

24. XapakTepHCTHUKa IeMOrI001HOnaTii.

25. CeprionofiOHOKIITHHHA aHEMIis, TajaceMii: TpH-
YUHH, KJIHIYHI TPOSBY, T1arHOCTUKA, JIIKYBaHHS.

26. MynbTH]aKTOpiaabHI XBOPOOH.

27. 3aranbHi pucu MyJIbTU(HAKTOPIAIBHUX XBOPOO.

28. IncyniHO3aNeXHUH IyKpoBUM niaber 1-ro Ttumy,
IHCYJTIHOHE3aJIe)KHUN IyKpOBHM J1abeT 2-ro Tumy, aprepiajib-
Ha TINEPTeH31s, aTepoCKiIepo3, Mu30ppeHii, eMMNTOIUTO3, eIi-
JIeTiCis, BUpa3KoBa XBopoOa NUTYHKA: MPUYMHHU, KIIHIYHI TIPO-
SIBU, TIaTHOCTHKA, JIIKYBaHHS.

29. I'eHeTHYHA reTEPOreHHICTh MYJIbTU(AKTOPIATBHUX
XBOpPOO.
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KoHTpoJibHi 3aB1aHHA

1. AnkanToHypist — Iie 3aXBOpPIOBAaHHS, ITOB’s3aHE 31

CIaJKOBO OOYMOBJICHUMH MOPYIICHHSIMHU OOMIiHY:

a) MOHOCaxapuiB,;

0) HyKJIETHOBHX KHCJIOT,

B) IMCaxapu/IiB;

r) docdoimimis,

1) XOJIECTEPUHY;

¢) OUIKIB TJIa3MH KPOBI;

) aMiHOKHCJIOT.

2. Anp0iHI3M — i€ 3aXBOPIOBAaHHS, OB s3aHE 13 Craj-

KOBO O0OYMOBJICHHUMH MOPYIIEHHAMU OOMIHY:

a) TICTUINHY,

0) Tpunrodany;

B) (eHinananiny;

') THPO3HHY,

n) henomny;

€) apridiny;

) aJaHIHYy.

3. SIki 13 3a3HAUEHMX CIIAJKOBHX 3aXBOPIOBAHb MMOB’S-

3aHi 3 HOPYIIEHHSAMHU 0OMIHY (peHinamaHiHy:

a) mojarpa;

0) anKanToHypif;

B) (EHUIKETOHYPIS;

T) menarpa;

1) abOiHI3M;

€) TUPO3UHO3?

4. OeHITKeTOHYypis — Il 3aXBOPIOBAaHHS, OB’ s3aHE 31
CHa/JIKOBO 0OYMOBJIEHUMH MOPYIICHHSIMH OOMIHY:
a) TUPO3HHY,
0) anadiny;
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B) TiCTUMHY,

r) peHinanaxiny;
1) apriHiny;

e) ¢enouy;

X) Tpurntodany.

5. Anb0iHI3M — 1€ 3aXBOPIOBAHHS, IOB’s3aHE 13 CHaj-
KOBO 00OYMOBJICHUMH MOPYIICHHSAMU OOMIHY:

a) HyKJIETHOBUX KHUCJIOT;

0) mucaxapumiiB,

B) OLJIKIB TJIa3MU KPOBI;

r) docdoimimis,

1) MOHOCaXapH/IiB;

€) XOJIeCTEpUHY;

) aMiHOKHCJIOT.

6. AnmkanToHypisi — L€ 3aXBOPIOBAaHHA, IOB’si3aHE 31

CHaJKOBO OOYMOBIIEHUMH MOPYIICHHSIMH OOMIHY:

a) TUPO3HHY,

0) apritiny;

B) aJlaHiHY;

r) ¢eHomy,;

n) (peHinanaxiny;

e) Tpunrtodany;

) TICTUAMHY.

7. 3a sIKOTO CIaJKOBOTO 3aXBOPIOBAHHS ceda B pasl Ie-
peOyBaHHS Ha MOBITPI CTa€ YOPHOIO!
a) TUPO3UHO3,;
0) moxarpa;
B) aJIbOIHI3M;
I') QJIKaNTOHYpis?
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8. YonoBiK 1 ApyxHHa 310poBi. Slka HMOBIpHICTH HapO-
JOKCHHS JIITeH 3 aJKANTOHYPIEI0 B IBOTO MOAPYXIKS, SKIIO Bi-
JIOMO, 1110 1 YOJIOBIK, 1 IPYKHHA € HOCISIMU TeHA aJTKANTOHYPII:

a) 25 %;
0) 0 %;

B) 75 %j;
r) 50 %);
) 100 %?

9. Tineus bappa — me:
a) cTaTeBUI XPOMATHUH;
0) KOHJEHCOBaH1 ayTOCOMHU;
B) TTIMOKH siICpHOT CyOCTaHIIIi;
T) SAepIs;
1) SiACpHI BaKyoJIi.

10. fki i3 3a3HaYeHUX XBOPOO YCIIATKOBYIOTHCS 32 ay-

TOCOMHO-/IOMIHAHTHUM THUIIOM:

a) IOHaIlbKa IrIayKoMma,

0) KOPOTKOMANICTh;

B) Helpogi6pomaTtos;

T') YpOIKeHa TTTyXOHIMOTa,

1) 1aJeK030pPICTh;

€) paxir;

) aXOHIPOTLIA3isT?

11. ki 13 3a3HaYeHUX XBOPOO yCIaJKOBYIOTHCS 3a TH-
MIOM, 34ETJICHUM 31 CTATTIO:
a) aCTUTMAaTHU3M,
0) arpoist 30pOBUX HEPBIB;
B) aJIbOIHI3M,
T') JaJIbTOHI3M;
1) bararomaicTh?
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12. YnHHUKY, SIKi COPUAIOTH MPOSBY Ta PO3BUTKY Time-

PTOHIYHOI XBOPOOH:

a) Ha/JIMIpHA Bara,

0) emoriitui cTpecy;,

B) TPaBMHU;

I') IYKPOBHUH J11a0eT;

1) KPOBOBWJIHBH;

€) 3aXBOPIOBAHHS IUTOMNOI0HOT 3271031 Ta HUPOK;

K) MAJIOPYXJIMBUH CIOCIO JKUTTS.

13. MynbTH(aKTOpiaabHi 3aXBOPIOBAHHS 3aJICXKATh!

a) B moniMop(i3MiB I'eHiB 1 IXHbOT CYKYITHOCTI;

0) TUTbKHM Bif Jii IEBHOTO I'eHA;

0) MexaHi3MiB B3a€MOJIii MIX aJleIbHUMHU Ta Heae-
JHHUMHU TeHAMU,

B) MOAM}IKaliifHOTO BIUIMBY YMHHUKIB 30BHIIIHBOI
CEpEeIOBHINA,

I') HE 3aJIeKaTh BiJI i 30BHIIIHBOTO CEPEIOBUIIIA.

14. Huszku BpOKEHUX TEMOJIITUYHUX aHEMIiH, 10 Xa-
PaKTEpU3YIOTHCS 3MIHOIO aMIHOKHMCIOTHOI TMOCIIIOBHOCTI Te-
MOTJIO0IHY a00 NPUTHIYEHHSI YTBOPEHHS JIAHIIOTIB IJIOOIHY,
HA3WBAIOTHCS:

a) eH3MMOIaTIi;
0) reMorI001HOTIATIT,
B) Taproini3muy,
I') [JIIKOTE€HO3H.

15. 3omoti kinbusg Kaiizepa — ®reifmepa HasBHI 3a
XBOpPOOU:
a) Binscona — KonoBanoga,
0) Tes — Cakca,
B) Jlema — Haiixana;
r) Himanna — ITika;
1) XKus6epa.
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16. AyTOCOMHO-pELIECUBHAI THUIl YCHAJIKOBYBAaHHS

MaloTh:

a) MOJTi TaKTHJTiS,

0) anp0iHI3M;

B) axXOHJpOILIa3is,

r) QeHinkeTonypis;

1) TICTHIMHEMIS;

€) TEeMHHH KOJIip HIKIpH.

17. He3naTHICTh 3aCBOEHHSI OKPEMUX BUIIB BYTJIEBO/IIB
YHACIIOK Ae(DilUTy OJHOTO YH O1IbIIEe KHITKOBUX ()EPMEHTIB;
a) ppyxTozemis;
0) cuaApOM MambabcopOIii BYTIIeBOIIB,;
B) TaJIaKTO3EMis;
r) hepMeHTOonAaTIs;
1) TIIKOTCHO3H.

18. XBopoba 3 mopyuIeHHsIM 00OMiHY Mii:
a) Binbcona — Konosanosna,
0) Tes — Cakca,
B) Jlema — HaiixaHa;
r) Himanna — ITika;
1) Kunsoepa.
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PO3/ILI 3
TEHOMHI XBOPOBH

3.1. KiabkicHi XxpomocomHi XBOpoou

Cunapom llepemeBcbkoro — TepHepa — MoHOCOMIS
3a X-xpoMocomoro, kapiotum 45, X0. 3a cuaapomy TepHepa
JiBYaTKa HAPOKYIOTHCS 3 ojiHi€0 (200 ABOMA) 4YaCTKOBO YH
MOBHICTIO BiICYTHBOIO X-XpoMocoMoro. CHHAPOM OMHUCAHO B
1925 p., xkapiotun — y 1959 p. YacTtora cepen HOBOHApOIKE-
aux — 1 : 3000, a6o 0,03 %. MoHOcOMist 32 XpOMOCOMOIO X
TpamseTses cepen 1 % 3uror 1 18,5 % crnonTanHux abopTis;
95 % aHOMaNBHHX 3UTOT THHE B €eMOpioTreHesi.

deHOTHIT — KIHOYMH, XapaKTEpHI MOTYXHa CTarypa
(MackyiHi3amis), MaTui 3picT, «IIUTOMOAIOHA» TpyIHA KIIIT-
Ka, KOpPOTKa WS 3 HU3BKOIO JIHIEK POCTY BOJOCCS HA TMOTH-
T 1 KPUJIOTIOAIOHUMY CKJIaIKaMH IIKipU. 3MEHIICHEe Ti100-
pians, emikaHTyC 1 MHUPOKE MEepeHiccs Ha/laloTh 0C001 BUTIISATY
«coinkca». JlepopmoBaHi Byxa, BETMKa KIIBKICTH POJUMHX
M Ha ikipi (puc. 3.1, 3.2).

Pucynok 3.1 — Cunapowm Illepemescsroro — TepHepa
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Kniniyni nposisu. CnocrepiratloTb HEIOPO3BUHEHHS Si€-
YHUKIB, MAaTKH, BIJICYTHICTh BTOPMHHHMX CTaTEBUX O3HAaK, 0€3-
TUTITHICTD Yepe3 MOPYIICHHS TaMETOr€He3Y.

VY 50 % BumnaakiB po3ymMoBa BiJCTaJIICTh, ajJ€ YacTO iH-
TenekT He crpaxnaae; y 40 % — mopymenwuii ciyx, y 20 % —
aHomautii cepis (CTEHO3 aopTH). Y HEMOBJAT € ITiJIBUIICHUNA
PU3HK PO3BUTKY IMCIUIA3il Ta30CTETHOBUX CyriiooOiB. Y 10 %
MIJUTITKIB € cKoJ103. OCTeonopo3 1 mepesioMu € JIOCUTh IOIIIH-
PEHUMH cepej1 KiHOK 13 cuHapomMoM TepHepa.

-

Pucynok 3.2 — KpuitonoaiOHi CKIIaKy MIKipH

Hiaenocmuxka. JiarHO3 CTaBJIATh HA IMIJICTaBl XapakTep-
HUX CUMIITOMIB (KJIIHIYHO), MiATBEPIKYIOTh [IUTOT€HETUYHUM
JOCIIJKEHHSIM CTaTeBOro xpomaruny. Llutorenernune tecry-
BaHHS 3a JIOTIOMOT'0I0 KapiOTHUITYBaHHS, (hiIyopeclieHTHa ridpu-
mu3aris in situ (FISH) Ta/a6o xpomocoMHu# MiKpoMaTpUYHUN
aHai3.
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Y HOBOHAPOKEHUX JiarHO3 CHHAPOM TepHepa MOXHA
MMOCTaBUTH, IPYHTYIOUUCH HA HASBHOCTI JIIM(pAaTUIHOTO HAOPS-
Ky 9M KpWjomnonaiOHoi mui. 3a BiICYTHOCTI MOAIOHMX O3HAK
JiarHo3 ACSKUM MITSM MOXKe OyTH MOCTaBJICHWM Ha TMiACTaBi
HU3BKOTO POCTY, HEIOCTaTHHOT'O MyOepTaTHOrO PO3BHUTKY Ta
aMEHOPE.

Jikysanvui 3axoou. JIIKyBaHHSI 3aJICKUTh BiJl TIPOSBIB 1
MOK€ MICTUTH ONEpaTMBHE BTPYYaHHS 3a HAsABHOCTI MOPOKIB
cepIld, a TAKOX YacTO TEpario TOPMOHOM POCTY 3a YMOBH HH-
3bKOTO POCTY 1 3aMICHY Teparilo ecTpareHaMu 3a MyOepTaTHUX
po3naniB. Bucokuii pu3uK PO3BUTKY paKy TOHAJI 3YMOBIIIOE
PEKOMEHIYBAaTH BUAAJICHHS TOHAJ 13 METOIO TPO(DITaAKTUKH.

Cunapom Jlayna — tpucomis 3a 21-10 XpOMOCOMOIO.
Onucana B 1866 p., npuunnu 3’sicoBaHo B 1959 p., onHa 3 HUX —
HEepOo301KHICTh XpOMOCOM Yy Meio3i. Hacrora cunapomy — 0,16 %
Bim 1 : 700 mo 1 : 600 HOBOHApOMKEHUX. MOKIMBUN TaKOXK
MO3ailu3M, KOJIM YaCTHHA KJIITHH XBOPOTO HOpPMalbHa, a yac-
THHA — 3 TPUCOMIEIO Yepe3 HEePO301KHICTh XPOMOCOM 3a MITO-
3y. 3a TpaHCJOKaIiiHOi GopMH A0JAaTKOBa XpoMocoMa abo ii
YyacTUHA mpueaHana ao 15-i (pigme 22-i, 20-1, 4-i, 2-1) xpomo-
COMH, Y IIbOMY pa3l MaTu (qyke piaKo 0aThbKO) € HOCiEM 30a-
JAHCOBAHOI TpaHCJOKalli. Y Takii poAHHI PU3UK HAPOKEHHS
xBopoi qutuHu csarae 30 % 1 He 3aJeXKUTh BiJ BIKYy MaTepi.

Cepen xBopux Ha cunapom JlayHa Omausbko 4,3 %
MalTh TpaHCJOKalilo yactuHu 21-i xpomocomu, a 1 % —
MO3aIKH.

Kniniuni nposisu. CBO€piTHUN 30BHIINIHIA BUTJIS XBO-
poro: MalieHbKa TOIBKa 31 CKOIIEHO MOTHIIMIIEI0, KOCI OYHI
UIUIMHU Ta eMiKaHTyc (MOHTOJIOIAN3M), MAJIEHbKHUI HIC 13 HIM-
POKHUM CIUIOIIEHUM TEepeHicCAM, HaIliBBIIKPUTHUI POT 13 BETTMKUM
SI3UKOM, HEJIOPO3BUHEHA BEPXHS 1 HIDKHS IIIETIeTa, 10 BUCTYIIAE,
neopMOBaHi Byxa YacTo HeBenukoro posmipy (puc. 3.3). 1llu-
POKI 1 KOpOoTKi maibli. HemocratHiil (pi3udHUN PO3BUTOK, HU3b-
Kuit pict. Ha rosnosi pifike npsime BoJOCCS, pocTe AyKe HU3BKO
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Ha mui; mopcTka mkipa. CBoepiHa X04a 3 HENOBOPOTKUMHU
pyxamu, HEJOPIKYBaTICTh.

N
Pucynox 3.3 — Cunnpom Jlayna

VY nepmmii pik xurtsa nomupae 20-30 % xBopux. Jitn
BIJICTAIOTh y PO3BUTKY, Mi3HIIlIE TOYNHAIOTh XOJUTH Ta CUIITH,
M’sI3U pi3Ko TinmoToHiYHi. Hemopo3BuHEHi craTeBi 3ajo3u Ta
BTOPHHHI CTaTe€Bl O3HAKH; Y YOJIOBIKIB BiJI3HAYAE€ThCS OE€3ILTi-
JHICTh, XIHKH 1HOJI MOXYTh MaTH HiTed, 50 % sSKuX Takox
CTpaxaaTtuMe Ha uei cunapom. [lepmarormidiuHa ocoOusu-
BicTh — y 40 % xBopuX TIIMOOKa TorepedHa 06opo3Ha («MaBIs-
Ya CKJIaJKay).

HasiHa (i3nuHa i po3yMOBa HEOPO3BUHYTICTH (OJIITO-
(bpeHis BiA JerKoi 10 TSKKUX CTYMEHIB: 1e0iTbHICTh, IMOEITH-
JBHICTB, 1IOTISA), ajie eMoliliHa cdepa 30epekeHa. 3MiHEHa
nepMmaroriigika, XapakTepHi M’s130Ba TIMOTOHIS 1 MOPYIIEHHS
MOTOPUKH, 0€31114 MOPOKIB BHYTPINIHIX OpraHiB (I1e(exT Mix-
[IUTYHOYKOBOI MEPEropoIKu; TPaBHOI, CEUOBOI Ta CTaTEBOI CHUC-
T€M) 3HIDKEHA AISUTHHICTh IMYHHOI CHUCTEMH (3HMIKEHA OIIip-
HICTB 710 1HPEKIIHHUX XBOPOO 1 BHACTIIOK 1IbOTO — TPUBAJICTh
KUTTS), HEAOCTATHICTh IMUTONMOAIOHOI 3amo3u. Yepe3 ciabky
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IMYHHY CHCTEMY YacTillle BUHUKAIOTh 1H(PEKIiiiHI Ta 3I0sSKICHI
3aXBOPIOBAHHS.

€ npaMuii 3B’130K MK PU3HKOM HapOJUKEHHs JAiTeH i3
cunapomoM JlayHa (Tprcomiero) 1 BikoM martepi: 10 30 pokiB
gactota 3axBoproBanHs 1 : 1000, B 37 pokiB — 1 : 250, B
42 poxu —1:71,aB 45 poki — 1 : 40, xBOpi AiTH 37¢01IBIIOTO
HapOKYIOThCs B MicTax. ¥ 20 % BumnankiB cunapom Jlayna
(TpucoMisi) Mae OaThKIBCHKE ITOXOJKEHHS, IO CIPUIYMHEHO
CTapiHHSM CIIEPMH 32 YMOBH HEUACTHX CTATEBHX aKTiB.

Hiaenocmuka. JliarHo3 He CTaHOBUTH TPYIHOILIIB, CTa-
BUTHCS HA MiACTaBl XapaKTEPHUX CUMIITOMIB (KITiHIYHO), MOXK-
Ha MIATBEPIUTH LIUTOT€HETHUYHO.

Jlikysanohi 3axo0u. 3aBASKA CUMITOMATHYHOMY JIIKY-
BaHHIO (BITaMiHHM, TOPMOHH, JIIKyBaHHS 1H(EKLiNH) XBopi J0-
xuBaroTh 710 30 pokis, 3 % — o 50.

Cunapom EnBapaca — tpucomis 3a 18-0 xpomoco-
Moro, kapiotun 47, 18+. litu i3 cunapomom EnBapica runyTh
Ha eTani BHYTPIIIHROYTPOOHOTO pO3BUTKY HpuOau3Ho B 60 %
BumNaaKiB. He3Bakaroun Ha 1ie, cepell TeHETUYHHX 3aXBOPIO-
BaHb 1Iel CUHIPOM y HEMOBJIAT, 110 BUXKHIIH, € JOCUTH MOIIHU-
PEHHMM, 32 YacTOTOI HAPOJPKEHHS MOCTYIIAI0OUUCh TITBKU CHH-
apomy ayna. Hacrora Hapomxkents — 1 : 8000 (0,013 %).

XapaktepHuil (HEHOTHUIT — HEBETTUKHI Yepem 13 MOTUITU-
e, 1o BUcTynae (ponixouedanis), AeGopMoBaHi 1 HU3BKO
pO3TaIoBaHi Byxa, HEJOPO3BHHEHHS HIDKHBOI IIENENH, KOPOT-
Kd# 1 mmpokuit 1-it masnens cronu, BuBux crersa (30 %), cun-
naktumis (30 %).

Kniniuni npossu. XBopoba CyNpOBOIKYETHCS LIUTUM
KOMIUIEKCOM PI3HUX BIJIXWJIEHB 1 MOPYIIEHb y po3BUTKY. Cro-
CTepiraroTh Je(eKTH TOJOBHOTO MO3KY (3MiHHM KIIITHH KOpPHU
BEJIMKUX MIBKYIb, aTpo(disi KJIITHH YEPBOHOTO SApa 1 MO30YKa),
PO3yMOBa BiJICTANICTh, YUCICHHI aHOMATIi cepiis, JereHis. [1o-
PYIICHHST B PO3BUTKY OIIOPHO-PYXOBOTO amapaTy Ta KiCTOK
yeperna; HeJOPO3BUHEHHS POTOBOIO OTBOPY; MOJIOBXKEHHS Ye-
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pena; 3poiieHHs naiblliB (OyBae yacTkoBe ab0 MOBHE) CTOI 1
KHCTe; 3MiHU Yy GOpMI CTOII, a TAKOXK 3aIl ICTKOBUX CYTJ001B;
PiAKO MOXYTh BUHUKHYTH YIIEJIWHU T'yOH 4YM IigHEOIHHS; 1MO-
PYIICHHSI B PO3BUTKY CKEJIETHOI MYCKYJATypH; TOPYIICHHS B
PO3BHUTKY MiMIKiPHOT KIIITKOBUHH (puc. 3.4).
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Pucynox 3.4 — Cunnpom EnBapaca

CepenHs TPUBAIICTD KUTTSA — 2—3 micsi; 90 % rune B
nepir 6 MICAINB KUTTS, BIIOMUI BUMAJIOK, KOJW OJHA JUTHHA
OoXKuIa 10 5 pokiB [4]. 31e01IbIIIOTO BUSABISETHCS B JiBYA-
TOK [6].

Jliaenocmuxa — IATOTEHETUYHE TOCITIIKEHHS.

Jixysanvui 3axoou. JlikyBanHs cuHapomy EnBapica
moTpedye KOMILICKCHOTO MiAXOAy. 3a JUTHHOIO, XBOPOIO Ha
cuaapom EnBapnca, HeoOXigHMI TOCTIHHUN 1 peTeNbHUN T10-
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s, [HOAI 3a HAsBHOCTI SBHO BUPAKEHUX Baj HEOOXITHO
MIPOBOAUTH XipYpridHy KOPEKIIiIO.

Cungpom Ilaray — Tpucomis 3a 13-10 XpoMOCOMOIO
rpynu D, kapiotun 47, 13+, MOoxJIMBa TpaHCIOKAllisl HA XPO-
MocoMmy Ti€i x camoi rpymnu (14-15-1y).

Kniniyni npossu. CroctepiraroTb po3ymMOBY BIJCTa-
mictb, mikporedaiito (80 %), HenpaBuibHO chopMoBaHi Ta
HU3BbKO PO3TalllOBaHI ByXa, HEJOPO3BUHEHHS a00 BIJICYTHICTh
ouHuX A01MyK (MikpodraneMis Ta anopTanem, 90 % BUManKiB),
He3apolleHHs ryou Ta nigHeOinHs, nonigaktuwiia (80 %), ne-
¢dopmarist CTONM, MajbliB KUCTI, IITyX0Ta, KPUIITOPXi3M, MHO-
KUHHI BaJy TOJIOBHOTO MO3KY (HEZOPO3BUHEHI JTOOOBI YacTKH,
MO30K, TPETii HIIYHOYOK) i BHYTPIIIHIX OpraHiB (cepis, HU-
POK), yacTi cyziomu (puc. 3.5).

VYci 1i Baau HACTUIBKH BUPAXKEHi, O JITH TOMUPAIOThH
Ha 3—4 wmicsaui xutta (45 % — y 1-i micsns, me 50 % — no
6 micsi), 1o 3 pokiB moxkuBae 5 %. Yacrora Tpucomii 13 mix
yac HapoKeHHsIX konuBaeThes Bia 1 1 700 go 1 : 8000, 1 : 20 000
(0,005 %), mimBuiyeThcs 3 BIKOM Marepi, OOMIBI cTaTi Bpa-
KAIOTHCS OJTHAKOBO.

Pucynox 3.5 — Cunnpowm Ilaray
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Hiaenocmuka. JliarHO3 CTaBISATH KIHIYHO (32 CUMIITO-
MaMH) 1 OCTAaTOYHO MATBEPKYIOTh IUTOTCHETHUYHO.

JlikysanoHi 3axoou. JIikyBaHHS Ma€ MiATPUMYBAIbHUN
XapakTep.

Cunapom Kaailingenabrepa — XpoMOCOMHE 3aXBOPIO-
BaHHS YOJIOBIKiB, 00YMOBJICHE HASsBHICTIO B KapiOTHII J0JaT-
KkoBoi X-xpomocomu (kapiotun 47, XXY). Hacrora 1 : 500,
a60 0,2 %. Omnucane B 1942 p., kapiotun BuB4YeHHi y 1956 p.

Kniniuni nposisu. Jlis XBOpUX XapakTepHI BHCOKHI
picT (pyKu Ta HOTM MOPIBHSIHO 3 TyJyOOM IOJOBXKEHI, IEPBUH-
HUH TIMOroHaau3M (HEIOPO3BUTOK CiM’SIHHKIB), OC3IUIITHICTH,
€BHYXOI1M3M, (eMiHi3alis: MIedl By)K4l 3a Ta3, OBOJIOCIHHSA Ta
BIJIKJIQJICHHSI KUPY Ha TUI 32 >KIHOYMM THIIOM, TIHEKOMACTIisI
(po3BUHEHI TPYH) 1 XKIHOUUH TOJIOC, M0 MPOSBISETHCS TIIBKU
B IIEPi0J1 CTAaTeBOTO J03piBaHHA. CriocTepiraloTh B’ sUTICTh, ana-
TiFO, MOXKJIMBA JIESKA TICUXIYHA BIJCTATICTh (IEOUIBHICTS), Yac-
TO MapaHoiNHI 1 IenpecuBHi ncuxo3u (puc. 3.6).

Pucynok 3.6 — Cunapom Kimaitadensrepa
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Pinme TpamistoTbesi moJlicoMii, 10 HE MarOTh Ha3BH,
48, XXXY; 49, XXXXY, sKi XxapaKTepu3ylOThCs aHOMATISIMU
CKeJIeTa, PO3YMOBOIO BIICTAICTIO Ta IHITUMH CUMIITOMAaMHU.

Hiaenocmuka. Jliarno3 cunapomy Kiaitngensrepa cra-
BJIAITh HA OCHOBI XapaKTEPHUX CHUMMTOMIB (KJIIHIYHO), MOXHa
MiATBEPAUTH LIUTOTEHETUYHUM JIOCIIPKEHHSIM CTaTEeBOTO XpPO-
MaTHHY.

Jixysanvni 3axoou. JlikyBaHHs TecTtocTepoHOM. Tepa-
I1I0 TECTOCTEPOHOM 3a3BUYall IOUYNHAIOTh Yy NEPI0J CTATEBOrO
J03piBaHHs, MO0 3a0€3MeYNTH PO3BUTOK YOJIOBIYMX CTATEBUX
O3HaK, M’A30BOI MacH, CKelleTa Ta Kpally ICHUXOCOLIalbHY
KUTTETISIBHICTD. | OpMOHaNIbHE JTiKyBaHHS HE BiIHOBIIIOE 3/1a-
THOCTI JIO TITOHAPOKEHHS.

Tpucomisi X (cunapom Tpuiio-X) — aHEyIIIOimis, Ka-
piotun 47, XXX.

Kniniuni nposisu. TlposiB XBOpoOU pisHOMaHITHUH. 30B-
HIIIHBO XBOPIi JKIHKW HE BIJPI3HAIOTHCS BiJl 30POBHX (CTEpPTi
bopMH XBOpPOOM); XapaKTEpU3YIOTbCS HEOPO3BUTKOM SIEYHU-
KiB, HEPETYJISIPHICTIO MEHCTpYalliil, 6311 IIaM, epeIdyacHuM
KkiaiMakcoM. YacTo Bia3Ha4YacThLCsl HE3HAYHE 3HIDKEHHS 1HTENe-
KTy (HeBeIMKa po3yMOBa BIJICTATICTh), €eMOLiT 30epexeHi, yac-
TO TPAIUIAIOTBCSA TMCUXOMaTii Ta MM30(peHIuHl po3ianu.
30 % XBOpHX MOXXYTb HapO/PKYBaTH, Y MOTOMCTBI B HUX Oi1b-
1Ie XJOMYMKIB, cepesl JiTell TakoK Hepijgka aHeyruioimis. 3i
30UIBIIEHHAM 4YHCIa 3alBUX X-XpPOMOCOM KJIIHIUHI TNPOSBU
MTOCUJTIOIOTBCSI, PI3KO TMOPYIIYETHCSI TE€HEpPATHBHA (YHKIIIS.
bmuseko 1 % po3ymMoBO BiACTaNMX KIHOK MalOTh OJHY 4 Oi-
Jble 3aiBUX X-XpoMmocoM. YacToTa HapOJKEHHS TpUCOMIT —
1: 700 napomxeHnux miB4atok, ado 0,14 %.

Hiaenocmuka — TATOTEHETHYHE OCIIKEHHS CTaTeBO-
ro XpOMaTHHY.

Jlikyeanvhi 3axo0u. BUIBIIICTh KIHOK >KUBYTH 3BUYAii-
HUM KUTTSM, HE 3HAIOYH PO XBOPOOY.
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Iosicominn Y (cuHIpoMm moaBiiiHOT XpomMocoMu Y) —
aHeyIUIoiis, 3a K01 B KaplOTHUIIl HasBHA JI0AAaTKOBA Y -XpOMO-
coMa (cMHIpPOM NOABiitHOT Xpomocomu y 47, XY'Y; MOKIMBHNA
HaBiTh 48, XYYY).

Kniniuni nposeu. @eHOTUIOBO — HOPMAJILHUN YOJIOBIK
BHCOKOro 3pocty (180—185 cM) 6e3 coMaTUYHUX MOPYIICHb,
PO3yMOBUI PO3BUTOK CEPEIHIN 1 HIDKYMH, ACsIKI 0COOU Xapak-
TEPU3YIOTHCS OJITOPPEHIEI0, aHTUTPOMAJICHKOIO TOBEIIHKOIO,
arpecHBHICTIO Ta KopcTokicTio. Yacrota — 1 Ha 670 xuBOHa-
pomxenux, abo 0,15 %, a cepen NMCUXiYHO XBOPUX Ta OCIO 3
aHTUCoIiaTbHUMU TposiBaMu — Bix 0,45 % no 15 %. I'imoma-
3151 CiIM’STHUKIB MTPU3BOJIUTH 0 O€3IUIITHOCTI.

Hiaenocmuka — TATOTEHETUYHI JOCIIKEHHS CTaTEBOTO
XpOMAaTHHY.

CHHAPOM KOTSIYOT0 KPHUKY (CHHIPOM S5p) — 3aXBOPIO-
BaHHS, BUKJIMKAHE JIEJICII€I0 KOPOTKOro mieda (p) 5-1 Xxpomo-
comu (y MaTepi 30aaHCOBaHA TPAHCIOKAIIIS).

Kniniuni nposeu. 1lnad nUTUHU CXOXKUN HAa HSBKAHHS
KIIITKK, TIOSICHUTH 1€ MO’KHA HE aHOMAJTI€I0 TOJIOCOBOTO arapa-
Ty, a MOPYUIEHHSIMH IIEHTPAJIbHOI HEPBOBOI CUCTEMHU (IIOPOKH
PO3BHUTKY MO3KY).

HasiBHI — KOpPOTKO30piCTh, KOCOOKICTb, arpecis, Kiu-
IIOHOTICTh. XapaKTepHi: MIKpOrHaTis (HEIOpO3BMHEHA Iiejie-
na) i CHHAAKTWIIS,, aHTUMOHTOJIOITHI OYHI HIUIMHY, €MiKaHTYC,
negopMoBaHi 1 HU3bKO pPO3TAIllOBaHI ByXa, Mikpouedanis Ta
po3yMoBa BIACTAJICTh, Baau cepus (25 %), HUPOK, CTaTeBUX
OpraHiB 1 IHOA1 IPYKI, KPUIITOPXi3M, 3HM)KEHA CTIMKICTB /10 1H(e-
KL, YHACIIiI0K YOro XBOP1 4acTO PaHO BMUPAIOTH (puc. 3.7).

Yactora Hapomkenns — 1 : 50 000, mepeBakHO
B JIIBYATOK.
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Pucynok 3.7 — CUHAPOM KOTSAYOTO KPUKY

Hiaenocmuka. CKpUHIHT MiJ 4ac BariTHOCTI.
Jixysanvni 3axo0u. Crenu(piqyHUX JTIKYBAIBHHUX 3aX0-
IiB HEMAC.

3.2. MeToau 10CTiIKeHHs CIIaIKOBUX XBOP0OO
Humozenemuunuit memoo 00CnioIceHHs

B ocHOBI 1IbOrO0 METOAY JIEKHUTH MIKPOCKOIIYHE BH-
BYEHHS XPOMOCOM Yy KJIITHHAX JIIOAWHU. 32 JIOTIOMOTOI0 ITUTO-
TeHETUYHOTO JIOCITI/PKEHHS MO>KHA BUBYATH CIAJKOBUN MaTe-
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piaJl KJIITHHU: KapiOTUITYBaHHS, BUBHAYEHHS CTAaTEBOTO XpOMa-
tuny. Lleir MeTon mae 3Mory iaeHTU(IKYBaTH T€HETUYHI aHO-
Mayii, BUSBUTH XPOMOCOMHI BIAXWUJICHHS Ta JOCIIIHKCHHS
CTPYKTYPHOTO acneKkTy reHoMy. ¥ 1956 p. miBecbkuM BUCHUM
. Tuiio 1 A. JleBaHy BOaJiocsi TOYHO BCTAHOBUTH KUTBKICTh
XPOMOCOM Y JIFOJIMHH, 110 10 LIbOT'O HE BAaBajacs HIKOMY.

Busnauenns kapiomuny. JIns BU3HAYEHHS KaplOTUITY
TEHETUKU BUKOPUCTOBYIOTh 3pa3KH KpOBi, KICTKOBOTO MO3KY
a60 mkipu. O0’€KTOM JOCIIKCHHSI € TaKi KIIITHHH:

— ¢i16pobaacTy MKipH;

— KICTKOBHUI MO30K;

— mimdoruTe nepudepuyHoi KpoBi.

Jns inenTrdikamii KiTBKOCTI XpOMOCOM JTOCITIIKYIOTh
MeTada3Hy miIacTUHKY. KpoB 10CHiKyBaHOTO NMEPEHOCATh y
Cepe/IOBUILE, A€ MICTATHCS BCI HEOOXiIHI MOKUBHI PEUOBHHU
JUIS 3pOCTaHHS KIITHH, 1 CTUMYNIOIOTH iXHIN nmoain. J{ns ctu-
MYJISIIT TOAUTY KIITHH BUKOPHCTOBYIOTh MiTOreHH ((hiTorema-
rimotuHiH). [1oTiM 101aI0Th pedoBUHY, 1100 3yNMUHUTHU MPOILIEC
MOAUTY KJIITHH Ha cTaall Metadasu, KOJHu AyXKe JT00pe BUIHO
BCl XpoMmocomu. /Iy 3ynmMHEHHS MITO3y Ha cTajii Meradasu
BUKOPHUCTOBYIOTh IIUTOCTATHKH (KOJIXIIIMH, KOJIIIEMI T Ta iH.).

[ToriMm MetadazHy miIacTMHKY (oTorpadyrorb, XpoMo-
COMH BUPI3aI0Th 1 PO3KJIaal0Th IO TPyIax 3a iXHIM po3MipoM
1 MiCIIEM PO3MIIIEHHSI BTOPUHHOI MEPETSKU METOJIOM «Haii-
OinbIoi mogo0m» (puc. 3.8).

Oco06MBOCTI IIHOTO METOAY MOJIATAIOTh:

— y B1AOOp1 KIIITUH 1 BUPOIYBaHHI IXHbOI KYJbTypHU B
KUBUIBHOMY CE€pEIOBUILI;

— (apOyBaHHS XpOMOCOM CIIeiaIbHUMHI OapBHUKAMU;

— MiJpaxyHKy IXHbOTO 4Hcia, BU3HAUYEHHS (HopM 1 po-
3MipiB, YepPryBaHHs CBITJIMX 1 TEMHUX CMYT BIJANOBIJHO /10
HOPM.

LluToreHeTHUHUI METO/ JO3BOJISIE BU3HAUUTH aHOMAJTi1
ayTOCOM 1 CTaTeBUX XPOMOCOM, IIEHTH(IKyBaTH I€HOMHI Ta
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XpoMocoMHi xBopoOu. [Tin yac mpeHaTanbHOI JIarHOCTUKY 11ei
METOJ J03BOJISIE BUSIBUTH XPOMOCOMHI XBOpOOH, 110 31e¢011b-
IOro TpamusitoThes: cuHapoM Jlayna; cunapom Ensapica;
cunapom Opb6eni; curapom Ilatay Ta iH.

1. 5 milliliters of blood
removed from body

2. Red blood 3. Remaining = 4. White blood cells
cells white placed in water
removed blood cells — causing them
from blood are grown to swell
plasma and mitosis

is stopped

at metaphase

e

e e 5. Blood cells
o B2 rdons
‘ C/ a slide
. Chromosomes . N
in cells examined
under microscope
and photographed
\ Human male karyotype Human female karyotype
7. Chromosomes xu v [}
cut out and x 3 “‘ t 33 !
arranged in pairs . ' g (x 2 “ ‘ 5 x “ ‘h
\ 1 Z 4 3 1 2 3 3 5

AR TR A8 3% NE | MK BN KK XX MK
KK &5 ab a4 04 | K3 MK Ab 44 01
lj a3 Ap x 21 Aa GA A 2z xx

\—/ AA aa * ’ Aa aa K ‘
21 XY 21 XX

Pucynok 3.8 — BuznaueHHs kapioTunmy

[Tepiry MixkHaponHy Kiacu@ikalito XpoMOCOM JIFOIU-
HU 3a JleHBepchKOr0 cucTemMoro Oyno Biakputo B 1960 p., BoHa
IPYHTYyBaJlacsi Ha PO3MIIIEHHI MEPBUHHOI MEPETSHKKH XPOMO-

123



COMH Ta 0COOIHMBOCTI 11 pO3MipiB. 32 IUMHU XapaKTEPUCTUKAMU
BuAULIM Taki rpynu: A, B, C, D, E, F, G ta crareBi xpomoco-
mu X ta Y (puc. 3.9).

SR T
LU R R
M) QR &b KR AN &b

FRAR R% cAA AR 8“

Pucynok 3.9 — Knacudikariiss XpoMocoMm JHOIUHH
3a JICHBEpChKOI CHCTEMOIO

I'pyna A: xpomocomu 1-3. Benuki metauentpuku. [o-
Ope BiPI3HAIOTHCS OJHA BiJl OJIHOI pPO3MipaMHu i MOJOXKEHHAM
LIEHTPOMEDH.

I'pyna B: xpomocomu 4-5. Benuki cyOMeTaneHTPUKH.
He po3pizssitoTbes Mixk co0010.

I'pyna C: xpomocomu 6—12. CepenHi cyOmeTaneHTpH-
ku. Ha 6-Ty Xxpomocomy ayxe cxoka X-XxpoMmocoma. Y wii
rpymni HaliBakye 11eHTU(IKYBAaTH 1HAUBIAYaIbHI XPOMOCOMH.

I'pyna D: xpomocomu 13—15. CepenHi akpOLeHTPUKH.

I'pyna E: xpomocomu 16—18. KopoTki cyOmeraneHTpu-
ku (16, 17) 1 akponienTpuk (18). 16-Ta it 17-Ta MarOTh y JOBTO-
My Ij1e4i G111 HIEeHTPOMEPH BTOPUHHY HEPETAKKY.

I'pyna F: xpomocomu 19-20. Jly>ke KOPOTKI METaIeHT-
puku. Mixx co0010 HE pO3PI3HAIOTHCS.
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I'pyna G: xpomocomu 21-22. Jlyxe KOPOTKi aKpOIEHT-
puku. OOMIBI mMapu 3a3BHYail MAlOTh CYIYTHHUKH, ajie¢ BOHH
n00pe MOMITHI JIUIIE Y IBOX XPOMOCOMaX.

Y-xpoMocoma 3a po3MipoMm mojnioHa ao 21-22-i, ane
0e3 cymyTHUKa, XpOMaTHIH JOBroro ruieda 30JmkeHi. Y cepe-
JIMHI JJOBTOTO TIeYa — BTOPUHHA MEPETSHKKA.

Hyxe 4iTKO po3mizHaroTbes Xxpomocomu rpyn A i E (1,
2,3,16, 17, 18), pemra — cKJIaHIIIe.

Jis 1iarHOCTUKH XPOMOCOMHHX XBOPOO, MOB’SI3aHUX 13
MOPYIICHHSM KUTBKOCTI CTaTeBUX XpoMocoM (cuuapom Kiaii-
H¢enbTepa, TpucoMmisi X) BUKOPUCTOBYIOTh METOJUKY BHSIB-
JeHHs Tkl bappa (ctareBoro xpomaruny) (puc. 3.10).

Pucynox 3.10 — Tumeust bappa

CraTeBHii XpOMaTHH TaKoX BiAOMUIL sk Tible bappa —
e cripajii3oBaHa KOHJICHCOBaHAa HEaKTHBHA X-XpOMOCOMA,
sKa 1HAKTUBYETbCSA HAa 2—3-My THXKHI eMOpIOHAIBHOTO PO3BUT-
Kky. Moro myxe no6pe IMOMITHO I SIEPHOI0 MEMOPAHOIO eli-
TeaJlbHUX KIITHH K TEMHE TuUIbIe. |1 JOCHIIKEHHS MaTe-
pian 6epyTh y OykaabHOMY 31CKpIOKY.
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[nakTBOBaHa X-XpOMOCOMa Ma€ KOHJIEHCOBAHY CTpY-
KTYpY 1 BUAUIAETHCS K TEMHE TUIBLIE ITiJT MIKPOCKOIIOM, TOMY
nicrano Ha3By Tinbls bappa Ha yects JKana bappa, sxwuii Boe-
pIIIe ONMHKCAB IO CTPYKTYPY B 1949 pori.

T'eneanoziunuii memoo 00cnioNHceHns

VY 1865 p. ®@. 'anpToH po3pOoOMB TeHEATOTIYHUNA METO,
110 TOJISTaE B aHAIIi31 POJOBOJIB 1 JO3BOJIIE BU3HAYUTH THII
yCIaIKyBaHHsI HOPMAJILHOT 200 MATOJIOTIYHOT 03HAKU: JOMiHA-
HTHUHN YU pEIECUBHUI; ayTOCOMHUI YM 3YEIUICHUH 31 CTATTIO;
MIEHEHTPAHTHICTH aJelis, MEXaHi3MiB B3a€MOJII1 TeHIB Ta iHTEH-
CUBHICTh MYTAI[IHOTO MPOLIECY.

Po3pi3HstoTh 5 TUIIIB ycnaAKyBaHHS:

— ayTOCOMHO-JIOMiIHAHTHE YCIaJKyBaHHS;

— ayTOCOMHO-PEIECHBHE yCIIaAKyBaHHS;

— X-34eruieHe JOMiIHAHTHE YCIaIKyBaHHS;

— X-34erUIeHe PeleCUBHE YCIIaIKyBaHHSI;

— Y-3ueruieHe ycnaJKyBaHHS.

I'eneasoriyge HOCIHIHDKEHHS CKIAZACThCA 3 KUIBKOX
eTariB:

1. 30upaHHs AaHMX MPO BCIX KPOBHUX POJIMYIB 0OCTe-
KyBaHOTO (mpobaHa) 3 MAKCUMAIIbHO IIUPOKUM OXOIUICHHSIM
BIJIOMOCTEH 3a BUCXITHOIO Ta HU3XITHOIO JIHISIMH, 4 TaKOXK Y
6iuHOMY HampsiMy. 30upaHHs iH(OpMaLi MPo MEAUYHY 1CTO-
pil0 pOJIMHU, 30KpEMa 3aXBOPIOBAHHS, SIKI BUHUKAJIU B PI3HUX
MTOKOJIIHHSX.

2. I'pacdiuna moOymoBa poI0OBOTY, IO CYMPOBOKYETh-
Csl TIOSICHIOBAJIbHUM OMUCOM. J[71s1 CKITaaHHs POJOBOIIB BUKO-
PHCTOBYIOTH YMOBHI mo3HaueHHs (puc. 3.11).

3. Amnaniz pomoBony Ta (GOpPMYITIOBaHHS BHCHOBKIB.
VYcraHoBIEHHST 3aKOHOMIPHOCTEH y MepeqaHHl 03HaK Yy pOJo-
BoJi. Bu3HaueHHs] 4acTOTH BUHMKHEHHS CIAJIKOBUX XBOPOO y
pomoBoi. Bu3zHaueHHS MOXIMBHX TE€HETHUYHUX MEXaHI3MIB
MepelaHHs BJIAaCTUBOCTEH Y pOAMHI.
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Pucynok 3.11 — YMOBHI mo3HaueHHS A7 CKJIa/IaHHs
POJIOBOIIB

* — MeauuyHuit abopT

4. TlporHo3yBaHHs pu3MKiB. OILIHIOBaHHS PU3UKY BH-
HUKHEHHSI CIIaJIKOBUX 3aXBOPIOBaHb Y MaOYTHIX MOKOIIHHSX.

[TpoGann — 1e MroAMHA, 3 IKOI HOYMHAETHCS T€HETUYHE
00CTeXEeHHS POAMHHU Ta CKJIaJlaHHs POJOBOY.

Ha ocHOB1 oTpuMaHHX BIAOMOCTEW MPOTHO3YIOTH 1MO-
BIpPHICTh HPOSABY O3HAKH, Ky BHUBYAIOTh y MOTOMCTBIi, IIO
Ma€ BeJIMKe 3HAYEHHS AJd MoNepeKeHHs CIaAKOBUX 3aXBO-
PIOBaHb.

['eHeanoriyHMii METON € BaXKJIMBUM 1HCTPYMEHTOM IS
BHUBYEHHS CIIQJKOBOCTI, HOTO MIMPOKO BUKOPUCTOBYIOTH Yy Ie-
HETHIIl, MEAUIMHI Ta THIIMX TaTy3iX JJIs PO3YMIHHS CIaIKO-
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BUX YHMHHHKIB 1 po3po0JeHHs CcTpaTerid mpoiTakTUKK Ta Ji-
KyBaHHS TCHETHYHHX 3aXBOPIOBAHb.

bnusnioxkoeuit memoo oocniodicenns

VY 1876 poui ®. ['anbToH 3anponOHYBaB BUKOPUCTOBY-
BaTH METO]I aHaTi3y OJU3HIOKIB JUIsl PO3MEXYBAaHHSI POJIi CIIaji-
KOBOCTI Ta CEpEI0OBUIIA B PO3BUTKY PI3HUX O3HAK Y JIFOJUHH.

Lleit crmoci®d AOCHIPKEHHS XapaKTepU3YeTbCs IOPiB-
HSIHHSM SIKOCTEHl MOHO3MIOTHUX OJIM3HIOKIB, 1[0 MAarOTh 17I€H-
THYHUH HaOip TeHIB, 1 JU3UTOTHUX OJU3HIOKIB, TCHOTUIH STKUX
BIIPI3HAIOTHCS.

MoHO03uroTHI (OAHOSIIEB]) OJM3HIOKH (HOPMYIOTHCS
BHACJIIJIOK MOJLTY OJHI€I 3UTOTH Ha JIBa OKPEMHUX 3apojka.
VY HUX OJHAKOBHMH T€HETUYHUN MaTepialsl, 330BHI BOHHU IYXKe
CXO0XI1 M’k 00010, MalOTh OJTHAKOBY CTaTh.

JusurotHi (ABosiIeBi) OJM3HIOKH (POPMYIOTBCS BiJl
JIBOX OKpEMHX SIMLEKIITHH 1 CIIepMaTo30iJiB, TOMy BOHU MO-
KYTh BIJIPI3HATHCS T€HETUYHO. 330BHI BOHH HE CXOXI MiX CO-
0010, MOXKYTh MaTH Pi3HY CTaTh.

3aBiaHHAMHU OJIM3HIOKOBOTO METOJY € TakKi: OILlIHIOBaH-
Hsl CTYIEHS BIUIMBY CIaJKOBOCTI Ta CEPEJOBHIIA HA PO3BUTOK
SKOiCh HOPMaJIbHOI 200 MaToJIOrIYHOI 03HAKU; BUBUYECHHSI €KC-
MIPECUBHOCTI TEHIB.

Jlsise BUBHAYEHHS POJIi TEHOTHUITY YA YMOB CEpeIOBHIIA
B PO3BHUTKY O3HAKH MOPIBHIOIOTh KOHKOPJAHTHICTh YU JUCKOP-
JAHTHICTh MapTHEpiB 3a o3HaKaMu. [lapy OIU3HAT Ha3UBaIOThH
KOHKOPJAHTHOO, SIKIIO JOCHTIKYyBaHa O3HAKa BHSBISETHCS B
000X mapTHEpIB, 1 AUCKOPIAHTHOIO, SKIIO JIOCIIPKyBaHa O3Ha-
Ka € JIMIIE B OJHOTO 3 HUX. YUM BHILE KOHKOPAAHTHICTb, TUM
OUTBIITY POJTH Yy PO3BUTKY O3HAKH BIIIrpae CHaaKOBICTh. Taki
O3HAaKH, K KOJIp ouell 1 Bojoccs, TPyl KpOBi MOBHICTIO BH-
3HaYeHO T€HOTHUIIOM.
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Pucynok 3.12 — MOHO3UTOTHI OIM3HIOKH

Jliis po3paxyHKy KoedillieHTa yCIaJIKOBYBaHOCTI BUKO-
PHUCTOBYIOTH (hopMyiry XOIbIHUHTEpA

H= CMz — CDz/ 100 — CDz,

ne Cyz — BIICOTOK KOHKOPJIQHTHHX T1ap Y TPYIi MOHO3UTOTHUX
OJIM3HIOKIB;

Cpz — BIACOTOK KOHKOPAAHTHHUX Tap y TPYIi JW3HTOTHUX
onu3HOKiB (Tadu. 3.1).

Miana3on komuBanb: 0 < H < 1. SIkmo H = 0, Ha o3HaKy
BIUIMBA€ TIJIbKU 30BHILIHE cepenoBuile, a skmo H = 1, Ha
O3HAKy BIUIMBAIOTH TUTBKH T€HH. 3a MPOMIKHOTO 3HaYeHHs H
Ha O03HAKy BIUIMBAIOTh OOW/BAa YMHHUKH, aje, MOXIJIUBO, Pi3-
HOIO MIpOIO.

3a cTyneHeM KOHKOPJIAHTHOCTI MO>KHA BU3HAYUTHU MPH-
poay XBopoOHu (cragkoBa 4M HecraakoBa). Tak, BUBYEHHS ycC-
MajKyBaHHS XBOpoOu [layHa moBeno Take: SIKIIO OJUH 13 MO-
HO3UTOTHUX OJM3HAT XBOpiB Ha XxBopoOy JlayHa, To i iHIIMH
TEX XBOpPIB Ha Hel. Y NU3UTOTHUX OJU3HST MEPEBAXKHO XBOPIB
OJIUH 13 HUX, IHIMKA OyB 310poBUM. Ili3HilIE UTOIOTIYHUMU
JOCITIDKEHHAMH OyJIO JIOBENIEHO, 1m0 XBopoba JlayHa moB’s3a-
Ha 31 3MIHOIO TEHOTHUITY, TOOTO Ma€ CIaKOBY MPUPOY.
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Tabmuusa 3.1 — KOHKOpOAHTHICTh 1 JUCKOPAAHTHICTH
HOPMAJIbHUX1 TATOJIOTIYHUX O3HAK JIIOJMHU

{(lamakxa L ME LDz

HLA AL 46
[MpyTm KpoEt 100 4f
A AKX THNOCKONEL EL3E)VHEK 92 40
Komp umapy, Gpie, paimysmoi ofonoms a7 40
Fopma ronocca 995

dopma Hoca 97 40
Imepremaa i) 1o
Empgeniymii TapoTHT a2 T4
Emnencia i 3
Itne misHa ®E0poGa cepra a7 43
Kip 93 94
KIminHorC TR 32 3
MMamaramEHo-TENp e CHEHIH  [ICHEOS LT 19
[puponxemdl BHEIDI CTETHA 41 3
PeepmaTizm 20 fi
FosyM0Ea BINCTAMCTE a7 37
Tvbepiymoz 37 15
Lvepopsi miabeT 65 13
lmzodpena ] 13
imma ry6u 33 5

VY mporeci gocnikeHHs] OIM3HIOKIB CTajlo BiIOMO, IO
JUIsL BUHUKHEHHS TaKuX XBOpOO, SIK Kip, KAIIUTIOK, BITPSHA BiC-
na HeoOXiTHUI JHIlIe BIUIMB 30BHIIIHLOTO cepenoBuIna (iHde-
KI[IWHUN TIOYaTOK), a JUIsl TOSIBH TaKUX 3aXBOPIOBaHb, SIK AU(D-
Tepis, MApOTHUT, 3alaJIEHHS JeTeHb, MONIOMIENIT 1 TyOepKyIb03
BIJIIFPA€ TOJIOBHY POJIb CHAJAKOBICTh OpPraHi3My.

bnu3HIOKOBUI METOJ TaKOoX AOIMOMIT 3’5ICyBaTH cHaj-
KOBY CXHWJIBHICTB JIO0 €IJIENCii, I[yKpOBOTO Aia0eTy Ta MIM30-

¢penii.

Bioximiunuit memoo oocniorcennn

bioximMiuHMl METOJ 03BOJISIE BUSABUTH T€HHI MYyTallii,
SIK1 HEMOKJIMBO PO3IJIIHYTH B MIKpOCKOM. J{OCiIXKEHHS OJIs-
rae y BUSIBJICHHI 3a JIOIIOMOTOI0 XIMIYHUX peakuii abo Oakre-
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plaJIbHUX MapKepiB MeTaOOoIMiTIB, [0 HAKOMUYMIIKCS, AKI BKa-
3yIOTh Ha MOPYIICHHS OOMIHY PEYOBHH.

O06’exTamu 610X1MIUHOT J1arHOCTUKU MOXYTh OyTH:

— ceua;

— miT;

— aMHIOTHYHA PiIUHA;

— CHpOBaTKa Ta Ila3Ma KpoBi;

— (QopmeHi eneMeHTH KpOBi Ta iH.

Lle#t MeTo 103BOJISIE BUSIBUTH TIOPYIICHHS OOMiHY pe-
YOBHH, BUKJIMKAHI MYTallisIMH T€HIB 1, K HACIiJOK, 3MIHOIO
aKTHUBHOCTI pi3HUX (epMeHTiB. BiH 1omomarae BUSBUTH CHaf-
KOBY CXMJIBHICTBH /IO 3aXBOPIOBAaHb 1 CBOE€YACHO IOINEPEAUTH
PO3BHUTOK XBOPOOH.

3a I0MOMOTOI0 IIBOTO CIIOCO0Y JOCIIIKEHHS! BUXOAUTh
BHUSIBUTH CITaJIKOBI XBOPOOH, IO MOJISITAlOTh Y IMOPYIICHHI 00-
MiHY PEYOBHH:

— BYIJIEBOAHOTO OOMiHY (TajlaKTO3eMist, GPyKTO3EeMis);

— 00MiHy aMiHOKHCIOT ((peHITKETOHYpis, aJKanTo-
HYpIs);

— JinigHoro ooMiHy (xBopoba Test — Cakca) To1wo.

Ilonynayiiino-cmamucmuunuii Memoo 00CNi0HCeHHA

Lleit MeTox OCTiAXKY€e MOIIMPEHHS I'eHIB y JIOJACHKUX
nonyisnisx. Bin no3Bossie BuBUaTH reorpadiyHe MOLIMPEHHS
Ta YacTOTY TUX UM IHIIMX T'€HIB 1 BIUIUB HA IIi MOKa3HUKHU Pi3-
HUX YMHHHKIB.

OO0’eKTOM BHUBYEHHS METOJNY MOMYJALIi € MOMyJIsLii.
Came mocmimKeHHs 3aCHOBaHE Ha 30MpaHHI Ta aHaTI31 CTaTUC-
TUYHHUX JAHUX MPO YACTOTH Ti€i uu 1HIIOI o3Haku. Ha migcrasi
00pO0OJIEHNX AaHUX 3 ABISETHCS 1HPOPMAIliS PO MOIIMPEHICTh
y TOMyJSil MIHJIMBHUX O3HAK, iXHIO HOPMY peakliii, Mpo ocoo-
JMBI TPYNU PU3UKY TEHETHYHUX 3aXBOPIOBaHb a00 MO JeTa-
JIHICTD IIUX O3HAK.
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CyTHICTh METOAY MOJISATAE y BU3HAUCHHI YaCTOTH HAapo-
JUKEHHSI TEHIB 1 TeHOTHINB y momyssiii. Hanpuknan, mgocii-
JDKEHHS JTO3BOJISIE OL[IHUTH MMOBIPHICTh HAPOHKEHHS IUTHHH 3
MEBHOIO O3HAKOIO B IiH MOMYJIALIi, a TAKOXK PO3paxyBaTH 4yac-
TOTY HAPOJKEHHS TICBHUX I'CHIB.

B ocHoBi Merony nexuTh 3akoH Xapni — BaitOepra,
MPAaBWIBHUN ISl aHANIi3y TE€HETHYHUX TMPOIECIB Yy BEIHKUX
nonyJsnisx (Bix 4,5 THcsdi droaei), 1€ BIIOYBAEThCS BiIbHE
CXpeIIyBaHHS.

T'enna inowcenepin

MeTto reHHOI iH)XKEHepil moJiArae B TOMY, IO B T€HO-
TUIl OpraHi3MiB BOYIOBYIOTbCS a00 BUKIIOYAIOTHCA 3 HBOTO
OKpeMi TeHU abo TpyIu I'eHiB, YHACIIJOK YOro B KIITHHI BH-
HUKAIOTh HOBI MPOILIECH, HATIPUKIIA, BIIOYBAa€ThCS CUHTE3 OiJI-
KiB, SIKi paHillle CHHTE3yBaJIHCA.

['eHHOIO 1H)KEHEPi€I0 HA3UBAETHCS KOMIUIEKC MOJEKY-
JSIPHO-TEHETUYHUX METOJIIB, 10 SIKUX HAJIEkKaTh:

— pozmemnenss JJHK pecTpukyrouux HyKJI€OTUIIB,;

— CEKBEHYBAHHS BCIX HYKJIEOTH/IIB B OUMILIEHOMY (ppa-
rmenTti JJHK;

— KoHcTpyroBaHHs pekom6OiHanTHOI JJHK;

— Tribpuau3aiis HyKJI€THOBUX KUCIIOT;

— knonysasss JJHK;

— BBeaeHHs pekoMOiHanTHOI JJHK y xiiTuHuM um op-
raHi3MHU.

I'eHHa iHXeHepisd BUKOHY€E TaKl 3aBIaHHS:

1. OTpuMaHHS TeHIB 3a JIOTIOMOTOI0 iXHBOT'O CHHTE3Y
a00 BUIUIEHHS 3 KJIITHH.

2. OpnepxanHs pekoMOiHaHTHUX Mojekyn JTHK.

3. KionyBaHHs T€HIB UM TEHETHYHUX CTPYKTYD.

4. BBeleHHS B KJIITUHY I'€HIB YU T€HETHUYHUX CTPYKTYpP
1 CHHTE3 Uy>KOpiJTHOTO O1IKa.
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MeToau TeHHOI i1HXKEeHepil aKTUBHO 3aCTOCOBYIOTH Y
MEJIMYHHUX HAYKOBO-IOCIIHHUX IIEHTPAX.

MeToaoM peKOMOIHAHTHUX IUIA3MiJ T'eH iHCYNiHy OyB
yoynoBanuii y JIHK Gaktepii KMIIKOBOT MaJIMUKH, SKa ITOoYaja
aKTUBHO CHHTE3yBaTu ropMmoH. Y 1982 pomi iHcyniH cTaB of-
HUM 13 MEpIInX JIKapChKUX IMpernapariB, OTPUMaHUM 3a JIOTIO-
MOTOI0 TeHHOT 1HXeHepii.

VY Takumii camuii crioci6 i3 1980 poky y CBITI OACPKYIOTh
COMATOTPOIIH — TOPMOH pocTy. JIroChKui TeH, sKkuil OyB yOy-
JIOBaHMI y TeHOM OakTepii, CHHTE€3y€e TOPMOH, 1H €KIii SIKOTO
JiKapi BAKOPUCTOBYIOTH JUJIsl JTIKYBaHHS KapJIMKOBOCTI B JITEH.
BHBYCHHS T'€HETHMKHM Ma€ 3HAYCHHS IS JKUTTSA 1 3J0pOB’s
JIOJICTBA.

IIuTanHga 11 CAMOKOHTPOJIIO

1. Ilo BXODUTH A0 TMOHSATTS TCHOMHI Ta XPOMOCOMHI
XBOpOOHU?

2. o Take MoHOCOMIi? HaBecTu mpukiagm.

3. Cungpom Iepmescbkoro — TepHepa: NpUUUHM,
KJIIHIYHI IPOSIBU, J1arHOCTHKA, JIIKYBaHHS.

4. o sBasie cobor0 KpuionoaiOHa CKIaaKa mui?

5. IIo Take emikanTyc?

6. Ilo Take Tpucomii? HaBectu mpuxiaau.

7. CunnpoMm JlayHa: MpUYMHHU, KJIIHIYHI TPOSBU, Jiar-
HOCTHKA, JIIKYBaHHS.

8. o Take TpaHcIoKaniiHui cuaIpoM JlayHa?

9. HasBatu Buau po3ymMOBOi BIJICTaJIOCTI BiJ JIETKOI 10
TSKKHUX CTYIEHIB.

10. Cunapom EnBapca: nmpuyuHHM, KIiHIYHI IPOSBH, Ji-
arHOCTHKA, JIIKYBaHHSI.

11. Slka TpuBamiCTh JKUTTS 3a HAABHOCTI CHUHAPOMY
EnBapnca?

12. Cunppowm Ilaray: npuunHM, KIiHIYHI TPOSBH, Aiar-
HOCTHKA, JIIKyBaHHS.
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13. o sBasie co6or0 MikpodTaabMist Ta aHOPTAITBEM?

14. Slka TpUBANICTh JXKUTTA 3a HASABHOCTI CHHIPOMY
[Taray?

15. o sBsie cO0010 KPUNITOPXi3M?

16. Cungpom KnaitndensTepa: mnpuuuMHU, KITiHIYHI
MPOSIBH, A1arHOCTHKA, JIIKYBaHHS.

17. TlosicauTn TepMiHU «(HeMiHI3IiA» 1 «MACKYIiHi-
3amisay.

18. o Take eBHYX0inMU3M?

19. o siBisie cOOOIO CTATEBUI XPOMATHH?

20. Cungpom Kimaitndenbrepa — 11e XBopoda 40JI0BIKiB
YH JKIHOK?

21. Tpucomis X: IpUYMHHU, KITIHIYHI TPOSIBH, JiarHoc-
THKa, JTIKyBaHHS.

22. Illo Take momicomii? HaBectu nmpukiamm.

23. Tlomicomisa ¥Y: npuyuHM, KIIHIYHI TPOSBHU, JiarHOC-
THKA, JIIKYBaHHS.

24, SIkuii OCHOBHUU METOJI JIarHOCTUKU mosricomMii-Y?

25. CHHIPOM KOTSYOrO KPHUKY: TNPUYMHH, KITIHIYHI
MIPOSIBH, 1arHOCTUKA, JIIKYBaHHS.

26. 3BiaKW MminuIa Ha3Ba CHHAPOMY KOTSUOTO KPUKY?

27. TIosICHUTH TIOHSTTS «MIKPOTHATISD» 1 «CHHIAKTUIS.

28. SIkwii i3 BUBUEHUX CHUHIPOMIB € HaWOUIBII KUTTE-
3aTHAM?

29. SIxi MeToIu IarHOCTUKHA XPOMOCOMHHX XBOPOO?

30. XapakTepHCcTUKa IUTOI€HETHYHOTO METOJY AOCIHi-
JOKEHHS.

31. IosicHuTu NOHATTA «TibLEe bappay.

32. Knacudikarmiss xpomocoM moanHU 3a JleHBepCh-
KOIO CHCTEMOIO.

33. XapakTepuCTHKa TEHEAJOTiYHOTO METOJIy JJOCIHi-
JDKEHHS, HOT0 3HAYEeHHS.

34. XapakrepucTHKa OJHM3HIOKOBOTO METOJIY JJOCIHi-
JDKEHHS, HOT0 3HAYEeHHS.
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35. Xapakrepuctuka O0i0XIMIYHOTO METOAY JOCIHi-

JOKEHHS,

MOro 3HaYEeHHS.

36. XapakTepuCTHKa MOMYJSAIHHO-CTATUCTUIHOTO Me-
TOJLy JOCHIJIKCHHS, IOr0 3HA4YCHHSI.
37. Metop reHHo1 iHXeHepii.

KoHTpoJibHi 3aB1aHHA

1. SIki 3 HA3BaHUX CIIAJKOBUX 3aXBOPIOBAHb € XPOMO-
COMHHMH XBOpoOaMu:

a) CHHJIPOM TpHUCOMii 32 X-XpOMOCOMOIO;
0) cunnpowm IllepemeBcrkoro — TepHepa,
B) (peHITKETOHYIS;

r) curapom Knaiindenbsrepa,

n) cunapom JlayHa,

€) TaJbTOHI3M,

K) reModimisa?

2. YonoBik i apyxuHa 310poBi. SIka IMOBIpHICTH Hapo-

JDKEHHS

JiTel 3 alKanTOHYPI€IO B L€l MOAPYXKHBOI MapH, K-

10 B1IOMO, 110 APY>KHWHA € HOCIEM T'€Ha aJKaNnTOHYpii, a 4yoJio-

BIK — HI:

a) 25 %;
0) 50 %;
B) 75 %;
r) 100 %;
1) 0 %?

3. Mg cuuapomy JlayHa XapakTepHi Taki O3HAKH:

a) 3MIHEHO KIJIBKICTh ayTOCOM,;

0) 3aranbHa KUIBKICTh XpOMOCOM — 45;

B) 3arajibHa KiJIbKiCTh XpOMOCOM — 47,

T') TpUCOMis 3a 21-F0 XpOMOCOMO¥O;

1) 3MIHEHO KUIBKICTh CTaTEBHX XPOMOCOM.
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4. SIki 3 Ha3BaHUX 3aXBOPIOBaHb YCIATKOBYIOTHCS 3a

ayTOCOMHO-PEIIECUBHUM THUIIOM:

a) cepel Ha3BaHMX BiIOBIIeH IPABHILHOI HEMAE,

0) curanpom Knaitndensrepa,

B) (peHIIKETOHYIS;

r) curapom [lepemeBcrkoro — TepHepa;

1) TATBTOHI3M;

e) reModiis;

*) cunapom JlayHa,

1) CHHAPOM TPHUCOMIi 38 X-XpOMOCOMOIO?

5. na cunapomy lllepemeschkoro — TepHepa xapak-
TEpHI TaKi O3HAKH:
a) 3araJibHa KUJIbKICTh XpoMOcoM — 45;
0) Tpucomis 3a 21-10 XpOMOCOMOIO;
B) Tuiblg bapa BiacyTHi,
I') 3arajibHa KUIbKICTh XpOMOCOM — 47;
n) € Titels bapa.

6. 3a IOMOMOTOI0 SKOTO METOAY JOCIHiTKeHb MOKHA

BHU3HAUUTH THII [Iepeiadl CI1aJKoOBOI XBOPOOHU:

a) OJIM3HIOKOBOTO;

0) nemMorpado-cTaTUCTUYHOTO;

B) 0610XIMI4HOTO;

T) cepell Ha3BaHUX BIAMNOBIJIEH MPaBUILHOI HEMAE,

1) IIUTOJIOTIYHOTO;

€) reHeaIoTi9HOT0?

7. Hnsa cunnpomy Knalindenbrepa xapakTepHi Taki
O3HAKH:
a) cTaTh XBOPOTO — YOJIOBIYA,
0) MOXYTh XBOPITH YOJIOBIKa Ta >KIHKH, X04a 1 3 pi3-
HOIO YacTOTOIO;
B) 3MiHEHO KUTBKICTh ayTOCOM,;
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I') 3MIHEHO KUTBKICTh CTaTEBHX XPOMOCOM,;
1) CTaTh XBOPOTO — JKIHOYA.

8. Tpucomis 3a 21-10 XpOMOCOMOIO XapaKTepHa:
a) 11t reMoiii;
0) cepel HA3BaHMX BIAMOBIICH MPAaBUIIbHOI HEMAE;
B) CUHAPOMY TPHCOMIi 32 X-XpOMOCOMOIO;
r) curapomy lllepemeBcrkoro — TepHepa,;
1) cunapomy Knaitndensrepa,
e) cunapomy [layHa;
) IaIbTOHI3MY;
1) QeHIIKEeTOHYii.

9. Hnsa cunapomy Knaiindenbrepa xapakTepHi Taki
O3HAKHU:
a) TprucoMis 3a 21-10 XpOMOCOMOIO;
0) € Tutes bapa,
B) 3arajbHa KUIbKICTh XpoMOcoM — 47,
T') 3araJibHa KIJTBKICTh XpOMOCOM — 45;
I) Tinbls bapa BicyTHi.

10. YonoBik 1 apyXuHa 370poBi. SIka WMOBIpHICTh Ha-
POJUKEHHSI XJIOMYMKIB 13 JaJbTOHI3MOM Y M€l MOAPYXKHBOI
napu, sIKIIO BiZIOMO, 110 APY>KUHA € HOCIEM I'eHa AaJbTOHI3MY:

a) 25 %;
0) 75 %;
B) 0 %;

r) 50 %);
1) 100 %?

11. 3miHa KIJTBKOCTI ayTOCOM XapaKTepHa:
a) ais cunapomy lllepemescekoro —TepHepa,
0) cunnpomy Kiaiitndenbrepa;
B) CUHIPOMY TpHCOMii 3a X-XpOMOCOMOIO;
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T') JAIBTOHI3MY;

1) cepell Ha3BaHUX BIATOBIACH MPaBUIIBHOI HEMAE;
e) cunapomy [layna,

K) (heHIIKEeTOHYDII;

1) remodiii.

12. SIxi 3 Ha3BaHUX CHAIKOBHUX 3aXBOPIOBAHb € MOHO-

TCHHUMMU.

a) reMoiis;

0) cunapowm lllepemeBchkoro — TepHepa;

B) cunapom Knaitndenbrepa;

I') cepell Ha3BaHMX BIJIMOBIICH NMPaBUIILHOI HEMAE,
1) beHimkeToHypis;

€) CHHIPOM TpUCOMIiT 3a X-XpPOMOCOMOIO;

) TaJbTOHI3M,

u) curapom JlayHa?

13. SIki 3 Ha3BaHUX 3aXBOPIOBaHb MEPENAIOTHCA 3a TH-
MOM YCHaJIKyBaHHS, 3UEIUICHUM 31 CTATTIO:

a) curapom JlayHa,

6) cunapowm lllepemescbkoro — TepHepa;

B) CUHJPOM TpHUCOMii 3a X-XpOMOCOMOIO;

r) (heHITKETOHYDIS;

1) remoiis;

€) cepesl Ha3BaHUX BiJIOBIJEH NMPaBUIBHOI HEMAE,
) TaJbTOHI3M?

14. [Ipy>xuHa 310poBa, 4OJIOBIK XBOPUIA Ha reMOQiTiio.
SIxa IMOBIPHICTh HapOPKEHHS iTeH 13 reMoQini€ero B €] mo-
IPYKHBOI NIApHU:

a) 25 %;
0) 50 %;
B) 75 %;
r) 0 %;

) 100 %?
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15. SIki MeToau JO3BOJSIOTH TOYHO BCTAHOBHUTH XPO-

MOCOMHY XBOPOOY B JIIOJAMHH:

a) TCHEaJIOTIYHHH;

0) nemorpado-CTaTUCTUIHUH,

B) OJIM3HIOKOBHUIA,

I') IUTOJIOTIYHUH;

1) eKCIIEpUMEHTAIbHE MOJICTTIOBAHHS

€) cepel Ha3BaHUX BIAMOBIICH MPaBUIIbHOI HEMAE;

k) O10XiIMIUHUH?

16. 3aranbHa KUTBKICTh XpOMOCOM 45 XapakTepHa:
a) mis cuaapomy llepenieBcbkoro — TepHepa,
0) (heHiTKEeTOHYDIT,
B) cunapomy Knaitndenbsrepa;
r) cunapomy JlayHa,
1) cepell Ha3BaHUX BiATOBIACH MPaBHIIBHOI HEMAE;
€) CHHJIPOMY TpUCOMii 32 X-XpOMOCOMOIO;
) reModiii;
1) 1aJdbTOHI3MY.

17. Tloninuioigist MoXe Jie)KaTh B OCHOBI PO3BUTKY;
a) cepesl 3a3HaYCHMX BIANOBiAEH MPaBUIIbHOI HEMAE;
0) XpOMOCOMHHX XBOpOO;
B) MOHOT€HHHUX CIaJIKOBUX XBOPOO;
I') MOJIIFEHHUX CHaJKOBUX XBOPOO.

18. dnst cunapomy HlepemeBcekoro — TepHepa xapak-

TEpPHI TaKi O3HAKU:

a) MOXKYTh XBOPITH YOJIOBIKA Ta >KIHKH, X04 1 3 pi3-
HOI0 4aCTOTOIO;

0) 3MIHEHO KIJIbKICTh CTATEBUX XpPOMOCOM,;

B) 3MiHEHO KUJIBKICTh 2yTOCOM;

I') CTaTh XBOPOI'O — JKIHOYA,;

1) CTaTh XBOPOT'O — YOJIOBIYA.
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Emanonu npasunvnux eionogioeit

c}

nop. I po3ain II po3ain I po3ain
1. I; K, a,0,T, 1;
2. a, 0; r; I;
3. e; B; a, B, T;
4, B, I, XK, T, B;
5. I; K, a, B;
6. a; a; e;
7. a,0,T, 1; a,0,T, I; a, T,
8. a; a; e;
9. a, T, K, a; 0, B;
10 0; 0, B, II, XK, r;
11 a, 0; 0, 1; e;
12 a; a; a, I, X,
13. 0, I; a; I, XK,
14, a; a; T;
15 a, 0, e; a; T;
16 0; o, 1, I; a;
17 0; 0; 0;
18 I a 0, T
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