MITOXOH/JAPIAJIBHI XBOPOBH
3aropoaniit MLI1., ynkina O.B.*

Kadenpa memiatpii 3 Kypcom MeaIu4HO1 TeHeTurKH MeaunaHoro incruryry CymlyY, COLJAT'P*

IcHye 06e3y1id  HO30JOTIYHUX OJIMHUIIb CHAJAKOBUX XBOpPOO, sIKI TIOBHICTIO IIE HE
inenTudikoBani. BoHu MackyrooThcs Mif BiOMi XBOpPOOH, iX JIKYIOTh, SIK BiIOMi XBOpOOH, aje
edexT He HacTae. TakuMHU 3aXBOPIOBaHHSAMU JIOHEIaBHa OyJaM MITOXOHIpiajdbHI XBopoOu. ¥ 1981
pori B mabopatopii MeawmdHOro MOCTIAHUIIBKOTO IIeHTPY Yy KeMOpwmki HayKOBOIO TpYIIOO
Cenrepa @. Oyna po3mudpoana Hykiaeoruana crpykrypa JJHK mitoxonapiit (MtIHK) mronunu,
Mi3HIIIEe HA3BaHOK XPOMOCOMOIO 25 a60 M-XpOMOCOMOIO.

B 0ci6 3 MiTOXOHpiaTbHOIO MATOJIOTIEI0 B PE3yJbTaTi TeHETUYHHUX AE(PEKTIB AUXaTHLHOTO
naHiora BuHuKae AT®- HemocTaTHICTh, OCOOIMBO y BHUCOKOGHEPreTUYHHMX oOpraHax (CiTKiBLi
oueit, cepui, HUpKax). CTpaxaae QyHKiis M’s131B uepe3 HeocTaTHE HaaxokeHHs 10 Hux AT ta
KkpeatuH-pocdaty. I[Ipu npoMy JepeKTH TUXAIbHOIO JAHLIOra MOXKYTh HPOSIBIATUCS Yy PI3HOMY
Billi KOMOIHAII€EI0 HEPBOBO-M’SI30BHX CHMIITOMIB. BHYTpIIIHBOYTPOOHHMI PO3BHTOK IUTHHU
MOPYUIYETHCS, IO MIPU3BOIUTH 110 TIMOTPodii Ta BaJl pO3BUTKY MO3KY.

B ocranHe gnecATWIITTS B MEIUIMHI MPOXOAWTh AaKTHUBHMH pPO3BUTOK TakK 3BaHUMN
«MeTabomiyHui HampsiM». OcoOIUBY poJib MPH I[bOMY BIABOJAUTHCA (OPMYBAHHIO YSBICHHS MPO
POJIb MOPYILIEHb KIITUHHOTO eHeprooOMiHy. Bci 3aXBOproBaHHS Ta CTaHU, SIKI XapaKTepU3YyIOThCA
MOPYILIEHHSIM KIITHHHOTO €HEeprooOMiHy, MOXYTh OyTH MOJUIEHI Ha Aekuibka rpyn (I'pedanina
O.41. Ta ciBagt. (2007):
- MITOXOH/IpiaibHI XBOPOOH — XBOPOOH, MPUUNHOIO SIKUX € MYTallli MITOXOHAPiaIbHUX T'€HIB;
- «BTOPUHHI» MITOXOHJApiaibHI JUCHYHKIIi- XPOHIYHI 3aXBOPIOBAHHS, OJHIEI0 3 MATOJOTIYHHUX
JIAHOK SIKUX € MITOXOH/IpiajibHA HEJOCTATHICTh: €H/IOTeHHA 1 €eK30TeHHA.
- eHeprogeiuuTHUIA aiaTe3 — mpuxoBaHa (opMma BIJHOCHOI I1HIWBITYaJbHOI HEIOCTATHOCTI
[IUTOECHEPTe€TUYHOTO CTAaTyCy OpTaHi3My.
Tun ycnmankyBaHHS MITOXOHJpIaIbHUX XBOpPOO MO)Ke OYTH pELECUBHUM, JIOMIHAHTHUM, X-
3ueruieHuM (ripu ypakeHH1 sinepHoi JIHK), abo mMaTepuHchkuM 3 BapiaOenbHOIO eKcrpeciero, abo
MEeHeTPaHTHICTIO. YacToTa MITOXOH IpiadbHUX XBOpoO csrae 1:5000. MiToxoHapomnarii
3aiiMalOTh 3HAYHE Miclle cepel 3aXBOpIOBaHb JIIOJMHM, ajie BKpail piJKO CBOEYACHO
JarHOCTYIOTHCS JTIIKapsSIMH 1 MatOTh BUCOKHUH PIBEHB 1HBAJIIIM3AIlil Ta cMepTHOCTI. [Hdopmarrie mpo
JaHy TaTOJIOTIIO III€ MaJio, a B MOCIOHMKAX Ta MiJPyYHHWKAX TaK B3araji JaHWUW PO3IUT BIACYTHIH,
110 1 3MYCHJIO BKJIFOUUTH IEH OTJIsi B 30ipHUK MaTepialiiB KoH(epeHiii.

Haii0iibm  yacTi opraHomarii NIpH MITOXOHApPIAJILHUX XBOpo0ax B pe3yJabTaTi

nedeKTiB JUXAJTbHOI0 JIAHIIOra HABeleHI HUKYe.



HHC: ypaosxcenns Mmo3Ky, npe-, nepunamaivha enyeghanonamis y 6u2nadi 0e2eHepamusHux
npoyecie 'y MO3Ky (enio3, einompois, CyOOMHUN CUHOPOM (pe3ucmeHmuuili 00 mepanii),
noJaiHe8ponamis, NAMoNO2IUHI pepreKkcu, 3HUNCeHHS YYMAUBOCMI, Jlemapeis, Komd, 3ampumxd
NCUXOMOMOPHO20 PO3GUMKY, AMAKCIs, OUCTOHIS, 3MEHUEHHS PO3MIDI8 MypeybKo2o Cioa.
Oui: nmo3, ambnionis, opmanvmonnecisi, nieMeHmMHUNl pemuHim, ampois 30poeux Hepeis,
Hicmazm, Kamapakma.
Cepue: kapoiomionamis (cinepmpo@iuna), apummii, RopyueHHs NPOBIOHOI cucmemu cepysi.
Ileuinka: npoecpecyroua neyinko8a HeOOCMAMHICMb (0COOIUBO Y  HEeMOGIAM), NOMIPHA
2cenamomezanis, HeOOHOPIOHICMb NAPEHXIMU NeUIHKU.
Cenesinka: cnienomezanis, HeOOHOPIOHICMb NAPEHXIMU.
Hupxku: myoynonamis (cunopom Pankowi), Heghpum, HUPKOB8A HeOOCMAMHICMb, NIENOEKMA3IS.
HInynkoeo-kuwmkosuii mpakm (LLIKT): peyuougyioue Onr08anus, oiapes, ampo@hia 60pCuH,
NoOpyueHHs eK30KPUHHOI NAHKPeamuyHoi hyHKYil.
Enooxkpunna cucmema: Huszokutl 3picm, yykpoguil diabem.
Kicmkosuii mo30K: nanyumonenis, MaKkpoyumapHa aHemisi.
Hlkipa: panne cmapinns, HeOOCMamuiti pO36UMOK RIOWKIPHO-HCUPOBOT KILIMKOBUHU.
Ckenem: anomanii po3eumxy.
Kpim moeo, y x6opux eiomivaemuvca npoepecyrouuti nepedie 3axX80pr08aHHts, 1aKmam-ayuoo3
ma cneyu@iunuil henomun (HU3bKULL 3picm, MOHKE 80N0CCA, 2070l CKIepU, BUCOKe NIOHEOIHHSL).
Cunapom JleGepa (cnankoBa atpodist 30poBUX HEPBIB, HEUpOPTATIbMONATISL, «TPIM Cepes
scHoro HeOa). Cunznpom onucanuii B 1971 poui Teogopom Jlebepom. Beranosneno 10 kpankoBux
mytaniii Mitoxonapianeaoi JIHK (mMtJHK), sxi BeayTs A0 3MiHM aMiHOKHCIOTHOTO CKIamy
MOJTIMENITUIB KOMIUIEKCY | TUXaIbHOTO JIAaHITIOTa. 3aXBOPIOBAHHS MPOsBIsiEThes dacrime B 11-30
POKIB. 3HIKEHHSI TOCTPOTH 30py IIBUIKO MPOTPECYE, ajie MOBHA ciinoTta OyBae piako. Crioyatky
Bi/IMIYa€ThCS 3HIKEHHS TOCTPOTH 30py OJHOTO OKa, a uepe3 7-8 THKHIB — 1 IPYroro.
Kpurepisimu giarnosy e:
- MamepuHCoKUuti mun yCnaoky8aHHsl,
- nouamox 3axeoprosanus yacmiwe 8 11-30 pokis;
- eocmpe 4y ni02ocmpe 3HUNCEHH 20CmMpOmu 30py HA OOHe YU 00U08a OKA, Npu 0OCMeNCeHHi
8iOMiYeHa MIKpoaH2ionamis CimKIi8KU, HAOPSAK OUCKA 30p0B0O20 Hepaa;
- mpoepecyiouuil nepedic 3aXB0PIBAHHA 3 MONCIUBON) DEeMICIEI0 YU HABIMb BIOHOBIEHHAM
20cmpomu 30py;
[Tpu mpoBeneHHi AudEpeHIifHOro AiarHo3y 3 IHIIUMH MOPYIIEHHSIMHU 30pY, BiIOMO, L0 Y
XBOpUX 3 cHHJIpoMOM Jlebepa Hemae 60110, 0c0OIUBO 1pH pyci oueid. JIikyBaHHS HE po3pobIieHe.
Cunapom MERREF (“pBani” uepBOH1 BOJIOKHA, MIOKJIOHYC €IIJIETICIsT) — 3aXBOPIOBAHHS, SIKE

Briepuie onucane B 1980 pomi N.Fukuhara i cniBaBTopamu. CuHAPOM 0OYMOBIICHHUN KPAKOBUMHU



MyTarisMu. CUHAPOM YCIAJIKOBYETHCS 13 BHYTPIIIHBOCIMEHMHHM moJiMOpdizMoM (B pe3ynbTari
PI3HOTO CHiBBIJHOIICHHS MK MyTaHTHUMHU 1 HOpMasibHUMHU MTIHK).
Kpurepii niaruosy:
- MamepuHCcoKUuti mun yCnaoky8aHHsl,
- nOYamox 3axeopro8anis 6 3-65 pokie,
- namonozia I[[HC npossnsiemvcs MIOKIOHYCOM, AMAKCI€0, 0eMeHYiclo 3 2AyXomow, ampoieto
30pOBUX HePEi6, NOPYUEHHAM 2IUDOKOT YyMAU8oCmi;
- BIOMINAEMbCSL IAKMAM-AUUO03;
- y 1IKBOPI noMipHe niosuujerHs OiIKa,
- HaseHa HeoocmamHicmo 1, 3, 4 KomMnieKcié OuxaibHo20 N1anyed,
- Ha EEI" — eenepanizosani komniekcu “cnatik - xeuns’’;
- Ha enekmpomiozpami (EMI’) —nepeunno-m’a308uti mun ypasxceHus,
- Ha Komn tomepHiti momozpami (KT) —ampoghia mo3ky, neiikoenyeganonamis, rarvyugixayis
OazanbHUX 2aH2NII6;
- y bionmamax m’A3i6 - ‘peani”’ yep8oHi B0JIOKHA,
- npozpecyrouuii nepedie 3ax80PI0BAHHS.

JIikyBaHHSI cUMOTOMAaTH4yHE (KOPEKI[isl MOpYIIeHb OOMiHY, 3MEHILIEHHs JIaKTaT-alua03Yy).
BcranoBiena edexTuBHICTh pubodiaBiHy, HikOoTHHaMiny, muroxpomy C Ta koeHzumy Qio, L-
KapHITUHY, BiTaMiHy C, IpU3HAYa€THCSA IPOTUCYJOMHA TEPAITIs.

Cunapom MELAS (miToxoHApianbHa eHiledanonaris, JakTaT-alua03, 1HCYIbTOMO10H1
emi30/1) — BUALIeHUH y camocTiiiHy ¢opmy B 1984 poni S.G.Pavlakis i cniBaBTOpamu. B ocHOBI
natorenezy - Kkpankosi mytauii MT/IHK. Kiinika 3axBoproBaHHs MaHidecTye, KOJIM MyTaHTHa
MTIHK csrae 56-95%. Ilepuii mposiBu 3aXBOpIOBaHHSA BHHMKaOTh y 6-10 pokiB. IlouarkoBumu
CUMIITOMaMH YacTO € CYJOMH, SIKI PE3UCTEHTHI 10 Teparii, peruauBYIOYHil TOJIOBHHUI OLIb,
OJIOBaHHS Ta aHOPEKCid. 3 4acoM y XBOPHUX PO3BHBAETHCS JEMEHIlisl. XBOpI HU3BKOPOCIi, Y HUX
HasBHI arpodis 30pOBHX HEPBIB, JTUXOMaHKa, MO30YKOBHUH CHHIPOM, MOPYIIEHHS CEpLEBOl
npoBigHOCTI (AB- G10Kana), mykpoBuii niadet, rinonapatupeos3. Y XBOPHUX BIAMIYEHO ypakeHHS 1,
2, 3, 4 xoMILIeKCiB AUXalbHOrO JaHItora. [Ipu mposiBax 3aXBOpIOBaHHS y paHHBOMY BiIll — Hepeoir
OLTBIII 3TI0AKICHUH.

BaxJmBUMHU CUMIITOMaMU MATOJIOT] € HEMOXJIUBICTh (DI3MYHUX HABAHTAXKEHB (TIOT1pIIEHHS
CaMOIIOYyTTsl, 0sIBa M’ s130BO1 c1a00CT1, MIaJIbri).

Kpurepii giaraosy:

- MAMepUHCLKULL Mun ycnaoKy8aHus,
- ik MaHighecmayii 0o 40 poxie;
- MiepeHenodioHi 20106Hi 60 3 HYOOMOIO i ONOBAHHAM,

- IHCYIbMONo0OJiOHI enizoou;



- cyoomu,

- 8 KpOGI — 1aKMam-ayuoos;

- 6 ceyi — Opeaniuna ayuoypis;

- KT — kanvyudghixayis 6azanvrux eaneniis;

- “peani” uepeoni 8010KHA 8 bionmamax M a3is;
- npozpecyrouuti nepedie 3ax60POBAHHL.

Tepamist cuMmnToMatuyHa (KOpEKLis MOPYLIEHb, BHUKOPUCTOBYETbCS KoeH3UM Qo
pubodmarin (100 mr/mo0y), HikoTMHaMiA, Aixyopamerar Hatpito, Bitamiau Ki, Ks, C, sHTapHa
KHCJIOTa, BiTaMiH E, i1€¢0€HOH, TuTOMAK).

Cunapom Kepuca-Ceiipa (mirMeHTHUN PETUHIT, TPOTPECY0Ya 30BHIIIHA OPTaIbMOIUIET IS,
noBHa Oyiokana cepust) OyB omumcanuid B 1958 pomi, anme nmenenis mMtIHK Oyna BusiBieHa 3a
JIOTIOMOTOI0 MOJIEKYJISIPHO-TeHETUYHUX JOoCiKeHb nuiie B 1989 pori. Sk 1 BCi MITOXOHIpialibHI
XBOpOOU, Mae€ HEMEHJENIOIUUN XapakTep YCMNaJKyBaHHS Ta BHCOKY YacTOTy CIOPaJuYHHX
BUIAKiB. 3aXBOPIOBAHHS HE 3aJ€KUTh Bif cTaTi. [y KIiHIKM XapaKTepHa TpiaJa O3HaK: MOYaTOK
3axBOPIOBaHHS y Billi 10 20 poKiB, Mporpecyroya 30BHIMHS O0PTaTbMOIUIETIs, HITMEHTHHIA PETHHIT
Ta AB- Giokana cepus.

Kpurepii niaruosy:

- NOYamMoOK 3ax80proeanis yacmiwe y iyi 4-18 pokis,;

- mpemop;

- BHUDICEHHS IHMeNleKmYy, npo2pecyioda 308HIuMHs 0PmanrbMOnaeis,

- nieMeHmHUL pemunim, iHo0i OUNIonis;

- AB- 6noxaoda cepys;

- 010K y n1ik6opi Oinvwe 12/1;

- EET" — necneyugiuni 3minu,

- KT — ampogis xopu, netixoenyeghanonamis, kanvyugikamu 6a3anibHux aueniis;
- ¥ Kpo8i nioGuweHHs ANaHiHy, 3HUMCEHHS 3A2aNbH020 KAPHIMUHY, hONi€8oi Kuciomu, 1aKkmamy,
nipysamy;

- “peani’” uepeoni onoKHa 8 bionmami M 5130601 MKAHUHU.

JlikyBaHHSI: TiOBYIJIEBOJIHA Ji€Ta, YOIXiHOH, TiaMiH, QoieBa kucinota, BiTamiH C,
puboduasin, Bitamin E. Y Bumaaky AB-0mokaad — MIKIIOYEHHS IITYYHOTO BOJISA PHUTMY.
O06epexHO MIAXOAUTH A0 IPU3HAUEHHS HApKO3Y.

Cunapom Ilipcona (pedpakropHa cuaepobiacTHa aHEeMis 3 BaKyoOJIi3alli€l0 KIITHH
KICTKOBOTO MO3KY Ta €K30KPHMHHOIO JAUC(YHKII€I0 MIANUTYHKOBOI 3a1031) onucanuii y 1979 poui
H.A.Pearson i cniBaBropamu. Cunapom 3ymosnenuit aeneuiero MtIHK. MoxnuBa ¢eHotuniuna
Tpanchopmartis cuaapomy Ilipcona B cuaapom Kepuca-Ceiipa .

Kpurepii giarno3y cuaapomy:



-NOYAMOK 3aX80PIOBAHHS 3 HAPOONCEHHSL YU 8 NePUL] MICAYT HCUMMSL,

-nopyuLenHs YyHKYii niOWIYHKO80T 3a103U;

-2INONAACMUYHA AHEeMIsL;

-IHKOIU eHyeghanomionamis, amaxcis, 0emMeHyis, npocpecyroda 306HIUH 0PMATbMONIE2IA.

Tepamisi 3aXBOpIOBaHHS CKJIAJIAETHCS 13 KOPEKIl TSHKKMX IMOPYIIEHb (PYHKINT KICTKOBOTO
MO3KY, peryisipHux remorpancdysiii (1 pa3 B 6 TikHiB), Bukopucranss Bitaminy C ta ATO.

Cunapomn MuoxuHHHX Aenenii MTIHK — Bnepme Oynam BuSABICHI Yy XBOpUX 3
ayTOCOMHO-JIOMIHAaHTHOIO TPOTPECYIOYOI0 30BHIIIHHOK O(TAIBMOILIETIEI 31 CIA0KICTIO M s3iB
KIHI[IBOK, OlIaTepaIbHUMH KaTapakTaMH, IepeadacHor cMmepTio. MuoxunH1 npenerii mt/HK
YCTIaJIKOBYIOTHCS 32 MEH/IETICBCHKIM THIIOM, Pa30M 3 THM BOHH BUSIBJICHI i Yy poAnHaxX 0e3 T0Ka3iB
ayTOCOMHO-JIOMIHaHTHOTO yCIaJKyBaHHS. YIIEpIe CHHIPOMH MPOSABISIOTHCS Y Billi 30-40 pokiB.,
ajie MOXXJIMBUK PO3BUTOK maronorii i y gxiteid. Cepel OCHOBHHUX CHMIITOMIB BHUAUISAIOTH
MPOrPECYOUMii MTO3, 30BHIIIHSA O(QTAIbMOIUIETIS, OQTalbMoNape3, HasBHA M’si30Ba CJIA0KICTh,
CTOMJIIOBaHICTh, TinmoTpodis, miornoOiHypis. [Ipu mizHbOMYy Ae00TI 3aXBOPIOBAHHS XBOpP1 IO
MupatoTh B 40-50 pokiB Bil TUXaTbHAX PO3JIAMIIB.

Kpurepii niarno3sy:

-Onegpaponmos, 3068HIUHA OmanbmMonieis;

-M’s306a cladbKicms,

-enyxoma, ampo@)isi 30posux Hepeais,

-y KPOBI 8i0MIiUaEmMbCsi NIOBUWEHHS IAKMAamy, NOPYULeHHs CRIBBIOHOUIeHHS IaKmam/nipyeam,
-y bionmamax m’s3i6 - “peani’”’ uepeoHi 60N0KHA,

EMI" — nespomuunuii mun ypascenmsi;

-3HUICEHHS AKMUBHOCMI (hepMeHmi8 OUXaibHO20 NaHYl02a 8 OIONMAamax M’ 4306801 MKAHUHU.
JlikyBaHH$ - CUMIITOMaTHYHE.

Hennenis mitoxonapiaasnoi JJHK onucana B 1991 poni C.N.Moraes 31 cliBaBTOpamH.
CuHApOM yCHaJKOBYETbCS ayTOCOMHO-PELECHBHO. B OCHOBI marosorii JexXuTh IedeKT sSaepHoi
JHK, sixkuit kontpomoe perutikamiro Mt/IHK. Kpim cagkoBux dopm, anucana vHadyra gopma, sika
BHUHUKAE MpH JIiKyBaHH1 3u7i0ByArHOM BlJI-iHdexmii.

Bupizustors 3 Gopmu: 1- ¢eranpHa iHQaHTHWIBHA TenaTonaris, 2- BpoKeHa Mionaris, 3-
iH(paHTUIIBHA MiOTIATIS.

KpuTepii niarHocTuku:

1 dopma: g Kol XapaKTEPHUMHU €: TEYIHKOBA HEIOCTATHICTh, M S30Ba TIMOTOHISA, CMEPTh Ha
NEPUIOMY POIL JKUTTSL.
2 ¢opma, sika XapaKTEPU3YETHCSA M S30BOIO TIIIOTOHIEIO, KapIiOMIONATI€I0, CyJOMaMH,CUHIPOM 1€

Toni-/le6pe-PaHKoHI, TP BOMY CIIOCTEPITAETHCS B KPOBI - JIAKTAT-aIlUI03, 3HMKCHHS BCIX



(hepMeHTIB JMXaJbHOTO JaHIfora. Y OlomTaTi M’si3iB  BUSBISIIOTHCS ‘UEPBOHI pBaHI BOJIOKHA .
CMepTh HAacTyIa€e Ha TEPIIOMY POIIi KUTTS.
3 ¢opma xapakTepHa TUM, IO MOYUHAETHCS 3aXBOPIOBAHHS B TIEPIIIi J1BA POKHU KHUTTS, SIK 1 IpU 2-1
dbopmi HassBHA M’s30Ba TIMOTOHIS Ta B OlomTari M’s31B —‘4epBOHI pBaHI BOJIOKHA”, KpIM TOTO,
CIOCTEpIraeThCs aTpodis MPOKCUMAIbHUX BIUINB KIHIIIBOK, BTpaTa CYXOKUJIBHUX DPEQIICKCIB,
HasBHI TUXaibHI po3naau. [loMuparoTs XBOpi HA TPETHOMY POIIi KUTTSL.

JIikyBaHHSl CUMIITTOMaTHYHE, KOPEKIIisl eHEPreTUYHOT HEJOCTATHOCTI Ta JIAKTaT-aI[i/103Yy.

NARP-cunapom (Helipomarisi, mirMeHTHUH peTuHiT) omucanuid y 1990 pomi I.J.Holt 1
CIiBaBTOpaMHU. 3axXBOPIOBaHHSA 0OymoBiieHe ToukoBoro mytamiero MTIHK (y moswurii 8993). Tum
yCIaJKyBaHHS — MAaTE€pUHCHKUNA. MoIMBe iCHyBaHHS B OAHIA ponxuHi cuHapomy NARP i
cuHzpomy Jles.

Kpurepii giarunosy:
-gapiabenvbHull NOYamox 3ax80PI06AHHS,
-HeUpoceHHA M 's1308a C1AOKICMb,
-Hegponamis,
-amakcis,;
-nieMeHmHUL pemuHim;
-cyoomu;
-3aMPUMKA NCUXOMOMOPHO20 PO3BUMK) (OeMeHYis),
-CNACMUYHICMb,
- y bionmami M ’a3i8 — “uep8oHi peaui 60n10KHA .

JlikyBaHHs He po3po0IieHe.

Myrauii B sinepniii JIHK

IayrapoBa aummaemia. Tun ycrnagkyBaHHS X-34eIUIEHUH pELIECUBHUNH Ta ayTOCOMHO-
periecuBHUI. 3aXBOPIOBaHHS 00YMOBJICHO MHOKMHHUM J1e(hinuToM (raBorporeinoBux amui-CoA-
neriaporenas. Buninsiors 3 GopMu 3aXBOpIOBaHHS:

Ilepma ¢opma B pesynbrari AedekTy B MeTa0O0MI3MI JI3UHY Ta TpunTo(aHy, 3HUKESHHS
KapHIiTUHY. J{15 11i€l popMu XapakTEpHUMU CUMITOMAMH €:
-pecnipaTOpHU AUCTPEC-CUHAPOM;
-Makpouedais;
-(pOHTATLHO-CKPOHEBA aTPODis;
-TocTpi eHiedanonaTudHi Kpusu (B 6-18 micsiiB);
-IECTPYKIIisI CMyTacToro Tina (crpiaryma);
-M’s130Ba T1OTOHIS,
-0JII0OBaHHS,

-TeIaTOCIVICHOMET AJTis;



-HEe3BUYAMHUHN 3amax ceul;
-aHeMis;
-y cedi MiABUIIEHHS PiBHS TIyTapOBOi KUCIOTH, TyTapUIKAPHITUHY, 3HI)KEHHS KApHITHHY.

Tepamisi: kKapHITHH, 0OMEXEHHS JIi31HY Ta Tpunitodany, pudodnasin. [Ipornos cipusTiauBuii
IIpY paHHHOMY BCTAHOBJICHHI J11arHO3Y.

Jlpyra ¢opma riyTapoBOi anuaeMii CKJIAJaeThCs 13 JIETAIbHOI, HEOHATaIbHOI (popmu 3
BPO/DKEHUMH aHOMAJISIMH, HEOHaTalbHOI (opMu 0€3 BpPOKEHHX aHOMAallid, 1H(PAHTUIBHOI,
JTUTSYO]1 Ta Mi3HBOT OPMH .

/s nei XapaKTepHUM €:

-XBOPIIOTh TIEPEBAYKHO XJIOTIIIL;

-pecmipaTopHUN AUCTPEC-CUHAPOM;

-M’s130Ba TIOTOHI, JIETapTisl, KOMa;

-OJIIOBaHH,

-renaToCIJIeHOMETallis;

-He3BUYAWHMI 3amax ceui;

-aHEMIst;

-4epEenHO-JINIBOB1 TUCMOP(ii;

- y cedi — OpraHiuHi KUCIIOTH;

-KT-nerenepariis MO3KYy;

-HasiBH1 aHoMauii IIIKT, nmomnikicTo3 HUPOK, BPOAXKEH1 BaaH CEPIIs;
-paHHs MaHidecTallis, THKKUHN nepedir, paHHsS CMEPTbh;

JlikyBaHHSI: BYTJeBO/IHI TOBUHHI CKianaTu 75% BChOTO pallioHy, 3HIKEHHS Oinka mo 1,5
r/Kkr/mo0y, xupiB a0 3 1/Kr/m00y. BukopuctoByroThcs OikapOoHaTH, pidodiaBiH, KapHITHH. Y
nepio MeTabOIIYHUX KPHU31B — BBEJIEHHS TJTIOKO3H 3 1HCYJIHOM Ta METUIIEHOBOTO CHHBOTO B 7031 2
MI/KT.

Jna mpemuoi ¢hopmu riryTapoBoi anuaeMii XapaKTepHUMH CUMIITOMAMU €:
-OroBaHHS, HY/IOTA;

-)KOBTSIHUIISI, TEMATOCTITICHOMETATis;

-M’5130Ba CIa0KICTh, T1IIOTOHIS;

-y ceyi — OpraHiyHi KUCJIOTH.

[Tpu nposenenni KT Bigmiuena atpodis 61101 cyOcTaHIIiT MO3KY.

VY nikyBaHHI TJIyTapoBOi aiujeMii OCHOBHHMM € TIMOBYIJICBOJHA ji€Ta, pidodmnasiH, L-
KapHITHH.

dymapoBa anmaeMisi onucana Zinn Ta cniBasropamu B 1968 pori. Tun ycrnaakyBaHHS -
ayTOCOMHO-peliecuBHUI. Masidecrallis 3aXBOpIOBaHHS dYacTilie B 5-7 MICSAIIB. XapaKTepPHUMH

O3HaKaMHu € OJIFOBaHHsI, TIOTAHWW MPHUPICT MacH TiJIa, MiJBHUIICHA 30YyJIUBICTh, TOHIKO-KJIOHIYHI



CyJIOMH, TUCTOHIs, Mikporedais, ayTu3M, B cedi — BHCOKa KOHIIEHTpaIlis (hyMapoBoi KUCIOTH, B
KpOBI — mWiABHILEHHS Jakrtary, mipyBary. [Ipm KT — arpodis kopu MO3Ky, PpO3IMIHPEHHS
[IUTYHOYKOBOI CHUCTEMH, areHe3is MO30JSICTOrO Tija, MOXJIMBI KICTH MO3KYy, B OiomTarax M’si3iB —
“pBaH1” YepBOHI BOJIOKHA.

JlikyBaHHs He po3pobiieHe. PekoMeH10BaHO yacTe ToAyBaHHsA XBOpHUX. [IporHo3 — HeCIpusATIUBHIA
(cMepTh Bifl IHTEPKYPEHTHHUX 1H(EKIIiH.

Nedinut kommiexkcy 1(NADH:CoQ-peaykraza) — omnucanuid B 1974  poui Senior B.,
R.L.Junqas. YcnaakyBaHHS — ayTOCOMHO-/IOMIHAaHTHE, MOXJIMBO pElleCHBHE X-34CTICHE.
Buninsrors 3 BapianT nedinury:

1. HeonaraibHmii, I SKOTO XapakTepHa M’si30Ba TIiMOTOHIs, 3aTPUMKA MCHXO-MOTOPHOTO
PO3BUTKY, CEPIICBO-CYIMHHA HEAOCTATHICTh. CMEPTh HACTA€E B TIEPIITi MICSIIi )KUTTS.

2. Pauniii auTAYMiA, SKUH XapaKTEPU3YETbCS PErpecoM HEPBOBO-TICUXIYHOTO PO3BUTKY,
MIPOrpecyroUuol0 eHIedanonarielo (3HWKEHHS IaM’sTi, eMoIliiiHa 1aliabHICTh), CYIOMaMH, SKi
PE3UCTEHTHI 10 Teparii, aTakCi€lo, TIyXOTOH, MIrMEHTHUM PETHUHITOM, MOXIJIHUBE CIONYyYEHHS 31
CIIACTUYHUM I1ape30M Ta PO3YMOBOIO BiJICTANICTIO.

3. BapianT aconiiioBanuii 3 cungpomom MELAS.

[Tepebir cuHaPOMY MPOrpeCyIOUni, MPOrHO3 HECTIPUATIMBHUMA TPU HEOHATATILHOMY JEOIOTI.

Jedinut kommiekey 2 (cykuuHat:CoQ-penykrasa) — onucanuit y 1984 poui J.E.Riqgs.
VYcnankyBaHHS — ayTOCOMHO-JOMIHAHTHE.

Jnst cuHIpoMy XapakKTepHHMH O3HaKaMH € eHledaioMienonaris, MIOTJIOOIHYpis, HU3bKUH
3piCT, JEMEHIs, MIOKJIOHYCH, Je(ilMT aKoHiJla3u, CyKUuHuLAeriaporeHasu. Ilepebir
3aXBOPIOBAHHS IIPOrPECYIOYHIA.

Hediunt kommiaekcy 3 (CoQ-uuroxpom C okcupopeaykrasa) — onucanuii y 1984 pori
A.J.Spiro. YcnaakyBaHHs MOXKIIUBE SIK MEHJIEJIEBChKE, TaK 1 MaTepUHChbKe. Buasistors 3 BapiaHTu
Ne0I0Ty 3aXBOPIOBAHHS:

-Heonamanwvhull (TeHepalli3oBaHa M s30Ba TIIOTOHI, JIAKTAT-allU03),

-panninl Oumayui (MionaTisi, aTakcis, CEHCOpHa IOJIIHEBPOMATIs, INIyX0Ta, 3HHKEHHSI TOCTPOTU
30pYy, NITMEHTHUHN PETUHIT, HU3bKOPOCIICTh, IIYKPOBHIl 11a0eT, MPOKCUMaJIbH1 TyOysomnarii),
-0opocnuii mun (Miomnarisi, M’s130Ba aTpodis, eHuedanonaris, kapaiomionaris). [lepedir cunapomy
nporpecyrounii. Perpecist 03Hak po3BuBaiacs yepes 3 poKH BiJ] TOYATKY 3aXBOPIOBAHHS.

Jegpinur xkommiaekcy 4 auxajabHoro Jjga”umpora (uutoxpom C-okcupasza). Tun
yCHaJKyBaHHA ayTOCOMHO-PELECUBHUN. BUALIAIOTH MIONAaTHYHY Ta MYJIBTUCHUCTEMHY (opmy
CHHJIPOMY.

Mionamuuna ¢opma ninutecs Ha ¢patanpHy Ta 100posikicHy. OCHOBHMMH CHMOTOMAaMH €
Mmiomnartis. [louaTok 3aXBOpIOBaHHS Ha MEPIIOMY POII KUTTA. Mynsmucucmemui eéapianmu MaroTh

nepedir sk eHmedanomnarii ado acouilIOThC 3 IHIMHUMH cuHApoMamu. daranbHHUI BapiaHT



MPOSIBIISIETBCS. B HEOHATAILHOMY TIEPIOJl IUXAIbHUMHU po3jiaiaMu, IU(PY3HOI M’ S30BOIO
TINOTOHIEI0, 3HUKCHHSIM CYXOXWIBHHX PEQIIEKCIB, BPOHKCHUM JIAKTAT-aI[UA030M. Y JIESIKUX
XBOpUX — HasBHA HUPKOBa HeMOCTaTHiCTh (cuHApoMm DaHKOHI) WM KapjaiomiomaTis. XBopi
MIOMUPAIOTh y BiMi 10 poky. {oOposikicHa iH(paHTHIFHA MITOXOH/IpiajbHA HEJIOCTATHICTh BKIIFOYAE
B cebe TpuxonoaigucTpodito Ta MiTOXOHIpiaibHI eHmedanonarii (xBopoba Jles, xBopoba
Anbriepca).

Ilinrocrpa Hekporusywua enuedanomienonaris Jles onucana B 1951 poui D.Leigh. Le
XBOpOoOa IMEepIIOro-Apyroro pPoKy KUTTA (PiAKO 10 7 pOKiB). YCHaJAKyBaHHA — ayTOCOMHO-
periecuBHe, X-34eIieHe PeIrieCuBHE, MITOXOHIpianbHe. KpuTepii niarnosy:

-e0I0T 3 JIPYroro THUXKHS JKUTTS 1 10 7 POKIB;

- aTaKcii, 3aTPUMKH IICUXOMOTOPHOTO PO3BUTKY 200 perpecist pO3BHUTKY;

-CIIACTUYHICTH 200 M’5130Ba IIOTOHIS;

-aTpodisi 30pOBUX HEPBIB, MIrMEHTHUN PETHHIT, 0(haIbLMOILJIETis, HICTarM;

-Petie-noniOHM CHHIPOM:

-JTaKTaT-aIu103;

-rOCTpe BUCHAKEHHS TICIIS 3BUYAMHUX THQEKIIIN;

-pu  oOcTexXeHH1 KoMiltoTepHoo ToMorpadiero (KT) — cumerpuune ypaxeHHS Oa3albHUX
TaHTJI1B, IeTeHepallisi CepeTHOT0 MO3KY, 0a3albHUX TaHTIIIiB.

JlikyBaHHs: BiTaMiHOTepamnis, L-kapHITHH, KoeH3uM Q1o

s mporpecyrodoi ckiiepo3yr4doi moJioguctpodii Aabnepca (omucana B 1931 pomi
B.J.Alpers, ayTocoMHO-peIIeCUBHHI TUTT yCTIAAKYBAaHHS ) XapaKTePHUMHU CUMIITOMAMH €:
-reHepalli3oBaHi a00 TOHIKO-KJIOHIYHI CYZOMH, 3aTpUMKa ICUXOMOTOPHOro po3BUTKY (3[IMP);
-IIOPYLIEHHS] HEBPOJIOTTYHOTO CTaTyCY, JIETapris;

-TeIraToMeraiis;
-3HIDKEHHS 30pYy Ta CIyXYy.

st rocTpoi neonamanvhoi popmu cunopomy Anvnepca XapakTepHi:

-mikpouedanis, 3[IMP;
-nedopMaliisi TpyTHOT KIIITKH, 3HUKEHHS PYXJIHUBOCTI CYTJIO01B;
-HEOHATAllbHI CyJIOMH, OPYIIEHHS KOBTAHHSI.

[Tpu KT arpodist kopu MO3Ky, Jereneparisi cipoi cyocraHmii MO3Ky. Y KpOBi: MiJBHILEH]
JIaKTaT, MipyBaT, rinepOuTipyOiHeMis, TinepaMarHiemisi, 3HW)KEHHS albOyMiHy, MpPOTPOMOIHY.
JlikyBaHHs HE po3pobiieHe. MOKITMBE BUKOPUCTAHHS KapHITUHY, TiaMiHY, YOIX1HOHY.

Tpuxonoaigucrpodiss Menkeca (onucana B 1962 poui J.H.Menkes), Tun ycnaakyBaHHS
X-34ereHuid perecuBHUN. Y OKIHOK IIi XBOpoOa 3YCTpPIYAa€eThCS TUIBKM 3 XPOMOCOMHOIO
aHoMaJti€ro. 3aXBOpIOBaHHS 00yMoBIieHe nedexkTom 0OMiHy Ta TpaHcnopy Miai. KimiHika Kiacu4HOi

(hopmu XapaKTepU3yeThCs:



-3aXBOPIOBAHHS IOYMHAETHCA 3 NEPIIMX TUKHIB KUTTS;

-JIiTH HE N0AaI0Th y Basi, 3[IMP;

-HasiBHA TiMOTpo(is, rimorepmis;

-TeHepaTi30BaHi CYJ0MH, MiOJKIOHYCH;

-00IMYYs TIMOMIMIYHE 3 HHM3bKHM IepeHiccsaM (“‘o0mmuusi xepyBima’), -HE3BHYAMHE BOJIOCCS Ta
HIKipa,

-arpodist 30pOBUX HEPBIB, MIKPOKICTH CITKIBKH.

CwmepTh HacTae BiJ cercucy abo cyoIypalbHIX KPOBOBUJIUBIB.

s arunoBoi popmu TpuxonoJigucrpodii Menkeca xapaktepHa mi3Hs MaHidecTarlis Ta
nerkuii nepeodir, Ha KT — arpodis MO3Ky, XBOPIIOTb JIMIIIE XJIOMIIi, B KPOBI — HU3bKUN PIBEHB MiJi.

JlikyBaHHs: mpemapatu Miji, ackopOiHOBa KHCIIOTa, Tokodepory anerar, D-neHinuuiamis.

He¢inut kommiekcy 5 (3axBoproBanHs onucano B 1976 pomi D.L.Scchotland), npuunHoro
e toukoBa mytanis MTJHK. Kpurepismu aiarnosy e: 3I[IMP, nirMeHTHUN pPETHUHIT, CYIOMH,
aTakcisi, 1eMeH1is, mionaris. [lepebir mporpecyrouunii, MpOrHO3 HECTIPUATIUBHI.

Hedinut koenzumy Q (cuuapom omucanuit y 1989 porri, S.Oqasahara cniBaBropammu). Tum
yCHaJKyBaHHs HE YTOYHEHWH. /i CHHIpOMY € XapakTepHHMH MeTaOOoJIiYHI KpW3W, Miomarisi,
3HWXKEHHS 30pYy, TJIyXOTa, 1HCYJIbTONMOMAIOHI emi30[u, arakcis, cuHApoM DaHKOHI, €HJIOKPHUHHI
MOPYUIEHHS, JIAKTaT-alli/103, 3HIKEHHsI aKTUBHOCTI ()epMEHTIB JUXAIbHOr0 JaHutora. JIikyBaHHS:
Bitaminu C, K, pubodumain, koensim C, CyKIIMHAT HATPIIO.

3axBopIOBaHHA, sIKi OB’ sI3aHi 3 NOPYLIEHHSAM MeTa00.1i3My MOJIOYHOI Ta IPOBMHOTIPAHOI
KHCJIOT

He¢inur nmipyBarkap6okcuiasu (cuaapom onucanuii B 1968 poui (F.A.Hommes). Tun
YCTIaJIKyBaHHSI ayTOCOMHO-PELECHBHHA. 3aXBOPIOBAHHS TPOSIBIISIETHCS B HEOHATATHHOMY MEPIOJIi.
Jlig cUHApPOMY XapakTepHI CyAOMH, PeppaKTOpHI A0 CTaHAAPTHOI Tepamii, CUMITOMOKOMILIEKC
“B’sut01 AuTHHE. Y KpOBI MiJBUIICHHS PIBHS KETOHOBUX TN, TiMEpPaMOHIEMIs, TiMepii3uHEMIs.
BigmiueHo 3HMKEHHS aKTUBHOCTI MipyBaTKapOOKCHUIIA3U B CKEJIETHUX M s3aX.

Hediunt mipyBataerinporenasu (cunapom omucannii y 1987 pomi B.H.Robinson Tta
criBaBTOpaMu, eeKT Ha 3 XpoMocoMi, X-XpOMOCOMI, YCIaJAKyBaHHs ayTOCOMHO-pellecCuBHE 1 X-
34erieHe) MposBIsAETbCs 3 (GopMaMu: HEOHATalbHOWO, 1H(AHTHIBHOIO Ta J0OposikicHow. Jlns
HEOHATAJIbHO1, 3JI0SIKICHOT (POPMHU CHHAPOMY, MPH SAKIA CMEPTh HACTa€ A0 8 MICSIIB BiJ AUXAIbHOI
HEJOCTAaTHOCTI, XapaKTepHUMH €: HU3bKa Maca Tula, KIIHIKa aJKOrOJbHOIO0 CHHAPOMY, KOPOTKI
Majblli, M s30Ba TIMNOTOHIA, CTPHAOP, CYAOMH, SKI PE3WCTEHTHI 10 Teparii, B KpOBI aIuios,
MiBUIICHI TakTaT, mipysar. Ha KT — nucrenesist MO3Ky.

Buninserscs inpantunbHa Qopma, mpu SIKil IITH KUBYTH 10 3 pOKiB. XapaKTepHUMH
CUMIITOMAaMHU CUHIPOMY €:

-OmoBaHHS, TioTpodis, MiomaTis, Tape3u, CyJIOMH, SKi PE3UCTCHTHI JI0 JIIKyBaHHS,



-3[IMP, 3HWXEHHS TOCTPOTH 30Dy, Mape3u, HICTarMm, IWXaldbHI pPO3Jaaud, B KpPOBI -
niaBuieHi Jakrar, mupysat. Ha KT — arpodis mo3ky.

Jast nodposikicHoi ¢opMH CHHAPOMY XapaKTEpHI aTakcis, M’S30Ba AUCTOHIS, Miomaris,
M’si30Ba arpodis, 3[IMP, mikpouedanis, oOMexxeHHsT pyXy O4HHX sf01yK. B KpoBi JlakTaT-anumaos,
mipyBar.

Hedext nurigpoainoiirpancamernnasu (onuwcanuii y 1990 pomi b. PobGinconom i
CIiBaBTOpaMH), YCHAJKYBaHHSI — ayTOCOMHO-PEIIECHBHE) XapaKTepH3yeThCs Mikporiedariero,
enmikaHTOM, aTpodi€l0 30pOBUX HEPBIB, MIOMATIEI0, sSKa 3MIHIOETHCA TeTpamape3oM. Y KpoBi
MIJBHMINCHI:  JIaKTaT, T[HpyBaT, aJlaHiH, AaMOHIM, BIiAMIYEHO 3HWKEHHS  aKTHBHOCTI
JUT1APOIIINOIITpaHCaeTHIa3u. Y cedl BiIMiueHa OpraHidHa aluypis.

Nediuut gurigpoJinogigerinporenasu (ommcanmii y 1981 pomi, ycmaakyBaHHS
ayTOCOMHO-PEIECUBHE), XapaKTEPU3YETHCS PECHIPATOPHUM CTPUIOPOM, 3HUIKEHHSIM TOCTPOTU
30py, arpodi€ro 30pOBUX HEPBIB, M’5130BOI0 TinoToHieto, 3[IMP. ¥V kpoBi mijBHILIEHi: JaKTar,
mipyBar,  anaHiH, anbda-keTornyTrapar.  HasBuuii nepimuT B yCiX  opraHax
aurigposinoinaeriaporenasu. [Ipu imikyBaHHI BUKOPUCTOBYETHCS TiaMiH, KapHITHH, JUXJIOpaleTar,
Ji€Ta 3 BUCOKUM BMICTOM JKUPY Ta OOMEKEHHSM BYTJICBO/IHIB.

He¢inut cykuunataeriagporenasu (onucanuii y 1981 pori R.S.Sengers ta ciBaBTOpamm)
XapaKTepU3Y€EThCSl MPOTPECYIOUUM MepediroM 1 MpOsBISETbCS eHIEedalonaTiero, TinepTpopiyHO0
KapAloMioNaTi€ero.

Hediunt anbda-kerorayraparaerigporena3u (omucanuii y 1981 pormi PobGinzoHOM 1
CMIBaBTOPaMH, YCIAJKyBaHHSI — ayTOCOMHO-PELECHBHE). XapaKTepU3yeThCs JIAKTaT-allUua030M,
MOPYUIEHHSM KOBTaHHS, PO3JIaIOM JUXaTbHUX (YHKIIH, COACTUYHUM TETpanape3oM, po3yMOBOIO
BIICTANIICTIO, CyIOMaMH. Y KpOBI - TIJBHILNEHI: JIAKTaT, TipyBaT, aib(pa-KeToriayrapar,
Metabnigauil auuaos. [pu KT — kictu 6a3zanpHUX raHrmiB, Tanamycy. IIporHo3 HecnpusTIMBHM.
CwMmepTh Ha 1-My pOILIi JKUTS.

IHopymienns okucjaeHHs ;xkupHux kuciaor (ZKK)

[eneTnuHi NepEeKTH OKUCICHHS XHPHUX KHUCIOT TPOSBISETHCS Y PAaHHbOMY JUTHHCTBI,
4acTo TIMOKETOHEMIYHIH KOMi, JOBrOMY rojiofyBaHHI, omepauii, iH¢ekuii. [lpu rinepamoniemii
MOXYTh TPOSIBIATUCS CUMOTOMH IE€YIHKOBOI HEJOCTAaTHOCTI. JIeeKTH OKMCIIEHHS BHKIIMKAIOTh
Miomnarito, Oinb, rocTpuil Mioni3 Npu (i3MYHOMY HaBaHTaKEHHs, KapaiomionaTii. Yci aedekru
OKHCTICHHS JKUPHUX KHCIIOT YCIIAJKOBYIOTHCS II0 ayTOCOMHO-pelleCHBHOMY THmy. [lpm
1a00paTOPHOMY OOCTEKEHHI BHUSBIISIETHCS TIMOTIIIKEMIsl, MiABUIICHHS MEYIHKOBHX (DEPMEHTIB,
JIAKTaTy, KpeaTiHKiHa3H, Mioriobiny. Y mia3Mi KpOBi BiIMIYa€ThCS 3HMKEHHS 3arajlbHOTO BMICTY
KapHiTUHY. Il BCTaHOBJEHHS JlarHO3y BUKOPUCTOBYEThCS TecT [arpio (BH3HAUYEHHIO
cnenuiguHUX MeTaboMiTIB). Y cedi 3 SBISIOTBCS TIKapOOKCHIIbHI KHCIOTH. [IpoBomsThcs

€H3UMOJIOT14HI JociiKeHHs (hi0pobaacTu, TMQPOIHUTH).



[Ipu mikyBaHHI BHUKOPHCTOBYETHCS BBEACHHS TIIIOKO3HM, 1HCYNiHY. He MoxHa BBOIWTH
minian. Bukmountu ronoxyBaHHs Oinbine HiX 8-12 rogus. IIpu roctpux craHax — 3aMiHHE
NepeTMBaHHS KPOBI, TEMO/Tiali3.

IlepBuHHa HexocTaTHicTh KapHiTMHy (ommcana B 1990 pomi [ Tein i cmiBaBTOpH,
yCHaJKyBaHHSA ayTOCOMHO-PELIECUBHE) BHHHMKA€ BHACIINOK HEAOCTaTHbOI HUPKOBOI peabcopOuii
KapHiTUHY. [l 3aXBOpIOBaHHS XapaKTEpHi: KapjaiomiomaTisi, M’s30Ba TiMOTOHIs, B’SJICTb,
JIeTaprisi, emi30/¢ TiNoriikeMii, MeYiHKOBa HEAOCTATHICTh. Y IJIa3Mi KPOBi 3HM)KEHHS KapHITHHY
(5-15% Bix HOpMH), B cedi — MiABUIICHUN BUTbHHUIA KAPHITHH, OPraHiYHi KUCIOTH.

JlikyBaHHSI: KapHITMHOM TIIiJT KOHTPOJEM WOro piBHS B CHpPOBATIl KpOBI, JHi€Ta 3
OOMEKEHHSIM KHPY.

HepocraThicTh kapHiTHHNaAbLMiTOLITPpancdepasn 1 (curapom ommcanuit y 1970 pormi
W.G.Engel Ta cniBaBTOpaMu), THUN YCHAJAKYBaHHS ayTOCOMHO-PELIECUBHUI) NpOSBIAETHCS B
paHHBOMY BiIli PO3BUTKOM HEKETOHEMIYHOI TIMOIIIKEMIYHOT KOMH, T€aTOMETali€l0, auao30oM. Y
1a3Mi BJIBiY1 3HMKEHUH 3aralibHUN BMICT KapHITHHY, allJIKapHITHHIB MeHlIe 20%. Y cedi HasBHI
OpraHiuHi KHUCJIOTH, BIJCYTHICTh MiKapOOKCHIIIB. ¥Y (iOpobdiacTax Ta KIITHHAX MMEYIHKUA 3HKCHHS
(dbepMeHTy KapHITHHIATBMITOUT-Tpanchepasn 1.

HepocraTHicTh KapHiTHH-TpaHca0ka3M (onuca"a B 1992 poui CTenii, ycnajKoBYeThCS
32 ayTOCOMHO-PELECUBHUM TUIIOM) Ma€ MPOrpecyrodrii, HeCIpUATIUBUN NporHo3. [IposBuseTbes
CyJloMaMHu, artHoe, OpaIuKap/Ii€lo, rernaToMeraiiero, MionaTier, KOMOIo, KapioMionaTieo. Y KpoBi
BTPUYl 3HWKEHHS KapHITUHY, auuikapHITHHIB 80%. BigMmidaeTbcs 3HMKEHHS aKTHBHOCTI
(dbepMeHTy KapHITUH-TpaHcIoka3u. CMepTh HACTa€ B MEPIIi MiCAILll KUTTS.

HepocraTHicTh kKapHiTHHHIAABMITOLITPaHCcepa3n 2 (onucana B 1979 poni H.L.Scholtei
CIIBaBTOpaMH, YCHAJKyBaHHS — ayTOCOMHO-PELIECHUBHE), XBOPIIOTH MepeBakHO XxJjomui. s
3aXBOPIOBAHHS XapaKTepHI CUMIITOMU: Kap/AioMionarii, ypakeHHsl MEYiHKU, NPU MOMIpHIA Gopmi
(Bik Oinbmie 15 pokiB) — M’s130Ba TIMOTOHISA, MIOTJIOOIHYpis, TOCTPUNH HEKPO3 M’s31B (HaMpUKIal
micNs JIMXOMAaHKH). Y IUla3Mi — 3HWKEGHHS KapHITUHY, amuikapHiTuHiB (40-80%). V ceui —
OpraHiyHi KHUCIIOTH, BIACYTHICTh TUKApOOKCHUIIIB. BiaMi4eHO 3HM)XCHHS aKTUBHOCTI B CKEJIETHUX
M’s13aX KapHITHHOAIBMITOUITpaHchepasu 2.

Je¢pinut anua-Co-A-aeriiporeHasu >KUpHUX KHUCIIOT 3 JTOBIMM BYIVIEBOJHHUM JIAHLIIOTOM
(VLCAD). Onwucanwmii B 1985 pomi Hale 1 cmiBaBTOpamu. Tun ycnmaakyBaHHS — ayTOCOMHO—
periecuBHUI. MyTaHTHUI T'eH JIOKaIi30BaHUI Ha TOBromy miedi 2 xpomocoMu. [IposiBu cunapomy:
OJIFOBaHHS, HYJO0Ta, M’sI30Ba TIMOTOHISA, CYIOMH, KOMa, PECHIpaTOPHHUN IJUCTPEC-CHHAPOM,
Kapaiomionartisi, Mianbrii, remaromeraiuis, Mikpouedaris, 3I[IMP. Biamivaerbcs opraHiuHa
anuaypis. Y mnasmi — xupHi kucnotu. HasiBHa MiornoGiHypis.

JlikyBaHHS: 0OMEXEHHSI )KUPHUX KUCIIOT, IPU3HaueHHs L-KapHITHHY.



Hedinut 3-rinpoxcumaanui-Co-A-geriiporeHasu KUpHUX KUCIOT 3 JOBIMM BYTJIEBOJIHUM
naHIroroM (onucanuii y 1989 pori Wanders R. Ta cmiBaBTOpamu, THI ycmaJIKyBaHHSI ayTOCOMHO-
penecuBHUi). BUnsusoTe TskKy Ta jerky ¢dopmu. ManidecTamis TsHKKOT opMH CHHIPOMY Ha 3-
7 MicsIll KUTTA. XapaKTepHUU TOCTPUN IMOYATOK, ONtoBOTa, miapes, Pele-momiOHMIT cUHApPOM,
pecripaTOpHUMA TUCTPEC-CHHAPOM, M S30Ba CJIA0KICTh, TIITOTOHIS, MTOPYIICHHS CB1JIOMOCTI, CyJIOMH,
3IIMP, nonineBponaris, HIirMeHTHUH PETHHIT, rinepTpodiuna kapaiomionaris. CMepTh HACTa€ Bix
cepreBoi abo HHpKOBOi HemoctatHocTi. [lis serxoi Qopmu XapakTepHi HyIOTa, HPUCTYIH
TioTJIiKeMil, JJaKTaT-aIua03, aluaypis, B IUIa3Mi — ITABUIICH] )KHPHI KUCJIOTH.

JlikyBanHs: gieTa, Oarata Ha TPUIVLNEPUIM, TPU3HAYEHHS L-KapHITHHY, TJIIOKO3H,
MPEIHI30JIOHY.

Heginut anui-Co-A-aeriiporeHasu KUpHUX KACIOT 3 CEPEIHIM BYTJICBOJHUM JIAHIFOTOM
(MCAD) 3yctpiuaencs 3 yactotoro 1:6000 (onucanwmii y 1976 poui N.Gregersen 1 criiBaBTOpamMu).
Tun ycnaakyBaHHS CHHIPOMY ayTOCOMHO-periecMBHHM. YacTilml 3aXBOPIOBAHHS MPOSIBISETHCS
rocTpo y Bimi Bifg 3 wmicsuiB 10 3 pokiB. XapakTepHUMH CHUMIOTOMaMu €: ONIOBaHHA, Iiapes,
cynomu, Peiie-oniOHMii cuHApPOM, mporpecyrounii mertabomivyaui kpu3 (micnst 8-16 romuH
TOJIOAYBaHHS, NpPU 3aXBOPIOBAHHSIX, OMNeEpallii) — IOSBISIETHCS COHJIMBICTB, JIETApris, HYAOTA.
BincyTHIiCTh NEPBUHHOTO ypaskeHHS M s131B. XapaKTepHa T1MOrIiKeMis, aluaypis.

JlixyBaHHS: BUKIIOYHTH TOJOAyBaHHsS, mpu3HaueHHa L-kaprituny. Ilepmmii kpuz e
(aTanbHUM ISl YBEPTI XBOPHUX.

He¢pinur anuia-Co-A-aeriiporeHasm >KUPHUX KUCIOT 3 KOPOTKHM BYIJIEBOJHUM
naHuoroM (cunapom onucanuii y 1984 poui D.Turnbull i cniBaBTOpamu, ayrocoMHO-penieCUBHUIMA
THUI YCTAIKYBaHHS) MPOSBIISETHCS TEHEPATI30BAHOO Ta M A30BOI0 popmamiu. {715 reHepanizoBaHoi
dbopMu CHUHIPOMY XapakTepHi: paHHS MaHidecTallis, M’si30Ba TUCTOHIS, CyJOMH, OJIOBaHHS,
3IIMP, wmioronis, Bucunu. Jns M’s130Boi (OpMHU XapaKTEepHI: MIOMNATIis, 3HUKEHHS IMYHITETY,
MeTaboMIYHUN anua03, BIACYTHICTh TiMODMiKeMii. Y cedi XBOpUX TMiJBHINEHA ETHUJIMAaJIOHOBA
KHCJI0Ta, OYTUPMIITIIILNH, alMIIKAPHITUHY, )KUPHI KUCIOTH.
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