KniHiyHa reHeTuKa i nepMHaTanbHa giarHocTuka, Bun. 1, 2013

Pe3yasraTi gocjimkeHHs Ta ix ooropopeHHs. B nieHTpaizoBaHiii 1adbopartopii XCMI'LI 3a nepiom mpo-
BEICHHS CKpUHIHTY 3 1985 p. 110 TenepitHiit yac 6yno ooctexxkeHo 1380739 HoBoHapoKeHNX 4-X 001acTei
Ykpainu Ha @KY, BugsneHo 210 xBopux: B XapKiBChKiii 061acTi 06¢cTexeHo 642971 HOBOHAPOMXEHUX,
BuUsIBJIcHO 78 xBopux; B IlonTaBceKiii o61acTi odctexxeHo 284558 HOBOHAPOMKEHUX, BUSIBICHO 53 XBOPHX;
B UepHiriBcobKiit 061acTi o6cTexxeHo 237458, BusineHo 44 xsopux; B CyMchKiii 06acTi o6¢cTexeHo 215796
HOBOHAPOIXKECHMUX, BUSBJICHO 35 XBOPHX.

SIK cBigUaTh HaBeeHi JaHi HaiOIbII BUCOKA YaCTOTa CITocTepiraethes B [loaTaBebKiit o6acTi (1:5369).
Haii6inpir Hu3bKa — B XapKiBehKiit o0macTi (1:8243).

AHaJi3 3ycTpivaEMOCTi MONIMOPGMHUX aeNliB € HAOiAbII iHPOPMATUBHUM IS TTOAAJIBILIOIO TOLIYKY
acomianiii JIHK-MapkepiB 3i CXHIBHICTIO IO CIIAAKOBO OOYMOBJICHMX XBOPOO B moIryisiii. CeleKTUBHUI
ckpuHiHr JIHK 42 ponun 3 ®KY 103B0MB BU3HAYUTY MYTAaHTHUI T'eH Ta IiATBEPAUTH HiarHO3 Ha MOJIe-
KYJISIPHOMY PiBHi.

Myranist R408W 3yctpivanace B 34 ponunax (81 %), y 23 (68 %) ponvHax AiTi Oy TOMO3UTOTHUMM
Hocissmu 1o myTairii R408W. Myramist P281L 3ycTpivanack B ogHilt poguHi, myTaiist R158Q - B omHiii pomm-
Hi, myTauis Y414C — B onHiit poauHi, Mytawist IVS10 — B onHiit poauHi, B 6-X poarHax OyJia BU3HaUYeHA He
ineHTU(dikoBaHa MyTalis. JoCaiaKeHHsS TeHETUUHOI TeTePOreHHOCTI J03BOJMIO0 BU3HAYUTH MPEBATIOI0UYY
MyTallifo IJ1s1 JaHO1 IOomyJIslii, 1Kot € MyTalliss R408W.

3 MmeTor0 AudepeHiiHOoI giarHocTnKY KiIiHidHnX dpopm DK, nipu BusABIeHHi rinepdeHinanaHiHeMii
(I'®A), sika pe3rcTeHTHA OO JiKyBaHHS CIIeliali30BaHMMM IIPOAYKTAMM XapuyBaHHS 3 HU3BKMM BMiCTOM
DA, OyB IIpoBeIeHUI CeJICKTUBHII CKPUHIHT aTUnoBuX opMm PKY. JlocmimkeHHs Oy BUKOHAHI B 1a00-
paropii KJIiHiYHO1 XiMii Ta 6ioximii M.IT1opix, IIBeitapis, npod. Hinag baay. locainkeHo 22 3pa3ka KpoBi
(19 miteii 3 T'DA). Bynu orpuMaHi HACTYITHI JaHHI:

* 3HWDKEHHSI aKTUBHOCTI merimpontepunpenykrasu (AT'TIP) — 9 (40,91 %),

* 3HWKEHHS piBHS HeonTepuHa — 10 (45,45 %),

* 3HWKEHHS piBHS 6ionTepuHa — 2 (9,09 %),

+ medekt AI'TIP, penykiis aktuBHOCTI pepmenty — 2 (10,53 %);

* YaCTKOBa PEAyKIIisl aKTUBHOCTi, MOXJIUBO, TeTepo3urotHe HocilictBo JAT'TIP — 4 (21,05 %) ob6cTe-
KEHUX.

Bucnosku. BukoprcranHs mporpamM CKpUHiIHTY 103BOJISIE OLIIHUTY AesiKi ocobsuBocTi ITiBHiuHO-CXif-
HOI momyJsLii. MacoBUl CKpUHIHT Ja€ MOXJIMBICTb MOMEPEAUTH PO3BUTOK BAXXKKUX KJIiIHIYHUX TIPOSIBIiB
peLieCUBHMX MOPYLIeHb B MomnyJisiii. KiliHiKo-reHeThYHa OLliHKa HOBOHAPOIXKEHHUX O3BOJISIE HE TiJIbKU
BUSIBUTH POAMHU 3 BPOMXKEHOIO Ta CITaJKOBOIO IMATOJIOTIEI0, ajie i MPOBOAMTH PaHHIO Ta iHAMBIAYyaJbHY
KOPEKIIilo TTopYyLIeHb MeTa00J1i3My B 3aJIE3KHOCTI BijJl KJIiHIKO-TeHEeTUYHOI (hOPMU 3aXBOPIOBAHHS.

XAPAKTEPUCTUKA ®EHOTHUILY TTALII€EHTIB
I3 MITOXOHAPIAJIBHOIO JTUCOPYHKIIEIO

Ipeuanina I0. b., Iycap B. A.
Ykpaincokuit incmumym xkainiunoi eenemuxu XHMY, m. Xapkis, YVipaina, e-mail: mgc@ukr.net

Beryn. IosiopraHHiCTh ypaxkeHb IMpU MiTOXOHAPiaIbHUX MOPYLIEHHSIX, MPOrPeIi€EHTHUI TIMH, TSK-
KMii Tiepebir 3 KiHIIeBOIO iHBadidizali€lo, 3pocTalya KiJIbKiCTb HO30J0TiUHUX (HOPM, SIKMM IpUTaMaHHi
KJIiHIYHMI noaiMopdi3M i reHeTUYHa TeTepOreHHICTh, HAsIBHICTb MOPYIIEHb €HEPreTUMYHOro oOMiHy He
TUIBKY MPU yCOAAKOBAHUX, ajie i Mpy HAOYTHUX MATOJIOTiYHMUX CTaHAX, CTABWJIM MUTAHHS MNP0 BU3HAYEHHS
CaMOro MOHSTTS MiTOXOHAPiaJbHOI MaToJIOrii. I TUTbKM iIHTEHCMBHE BUBUEHHSI MiTOXOHIPiaJIbLHOTO T€HOMY
1 MiTOXOHIpiaJIbHUX XBOPOO 1a710 MOXKJIMBICTh y3araJbHUTH 1€ TIOHSITTS i BUBHAYUTHU oro sk MTXI — tu-
MOBMI MTATOJIOTIYHUIA MPOLIEC, A5 IKOTO He iCHY€E HO30J10Ti4HOi i eTionoriyHoi cneuudivyHocTi (B.C. Cyxo-
pykoB, 2007; 1.®. benennues, B.1. YepHnist, 2010) i BBaxkatt MTX/I HOBUM 1TaTOOiOXiMiYHMM MEXaHi3MOM
HelpoaereHepaTUBHUX PO3JIaliB IIMPOKOTO CIIEKTPY.

MeTta nocaimkennsa. BuBuutu oeHotumnosi o3Haku MTX]/I npy pi3HUX €TiOJOTiYHMX BapiaHTax.

Marepiamu i MeToau. KoMIUTEKCHE KITiHIKO-TeHETUYHE 00cTeXXeHHS 203 MallieHTiB i3 KIIiHIYHO BCTAHOB-
JienuM giarHo3oM MTX]JI (ocHoBHa rpyma - OT') i 142 oco6u 6e3 o3Hak MTX]/I (KoHTpoJbHa rpyna — KI').
ITpoananizoBaHo 2445 MOJEKYJISIPHO-TEHETUYHUX AOCTimXeHb TnojiMopdizMmiB MTIAHK Ta moniMmopdHux
BapiaHTiB reHiB ¢pepMeHTIB (pOJaTHOIO LIMKITY Ta 49 «TOUYKOBUX» MyTallild.
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Pe3ynabratu nocaimkenna. AHaiiz eHoTuny namieHTiB i3 MTX/] BUSIBUB HaAKOLIbII 3HAYYILI 3MiHU
y M’SI30Bili Ta HepBOBiil cucTeMi. KiiHiYHO criocTepiranach pi3Ha CTyMHiHb M $130BOi TITOTOHIi, B OKPEMUX BU-
nankKax — AUCToHii. MopdooriyHo 1i KJIiHiYHiI 03HAKU XapaKTepU3yBAINCh CUMIITOMOM «4EPBOHMX PBaHUX
BOJIOKOH», MPU HoJisirpadivHOMY AOCTIIKEHHI B TaKUX BUITaAKaX BiA3HAYaJIOCh 3HIKEHHS (DEPMEHTHOI aK-
TUBHOCTI, TIPY €JIEKTPOHHII MiKpOCKOITii — 3HAlAEHi CTPYKTYpPHi i KiJIbKiCHi 3MiHM MiTOXOHAPIiA, 1110 CYITPOBO-
JDKYBAJIUCST M’ $S1I30BOIO CJIA0KICTIO, MiABUILIEHOIO CTOMIIOBAHICTIO, AU(PY3HUMU M’ SI30BUMU OOJISIMU, aTpodieto
i rinorpogiero M’s3iB. Taki 3minu B OI'l 3Haiineni y 103 (60,10 %) mnauienris, Tomi sk B KI' — nuie y 17
(11,97 %) ocib Manu cnabke ypaxkeHHST M’s13iB. SHaliIeHi 3MiHU ITiATBEPIXKEHI CTATUCTUYHUMU PO3PaXyHKAMM i
J€eMOHCTPYIOTb Pi3HULIIO (PEHOTUITOBUX O3HAK MixK OCHOBHOIO i KOHTPOJILHOO Tpynamu. [TornubaeHe BUBYEH-
Hs CTaHY LeHTpaJbHOI HEPBOBOI CUCTEMM Y OOCTEKEHUX MAaLli€HTIB JO3BOJIUIO 3HAUTH IIMPOKUI Aiama3zoH
3MiH, IKMIA CBiTUMTb, 3 OMHOTO OOKY, MPO AiarHOCTUYHY 3HAYYILiCTh KJiHIYHUX 03HaK ypaxeHHs LIHC pisa
niarHoctky MTX]JI, 3 Apyroro — npo neBHy crneuu@ivyHicTh, MPUTaMaHHY MiTOXOHAPialbHUM AUCHYHK-
uissM. IeHepanizoBaHe NOpyILeHHS TpaBJeHHS OB’ sI3aHe 3 MiTOXOHAPiaIbHOIO AUC(HYHKIIIEID — HEAPO-LILTYH-
KOBO-KuIIKOBOMW eHuedanonatiero (MNGIE-cunapom). ITpu boMy 3aXBOpIOBaHHi A€0I0T KUILIKOBUX CUMII-
TOMIB CIIOCTEPIraBcsl y AUTSIYOMY abo0 y MOCTITyOepTaTHOMY Iepiofii i BUSIBIISIBCSI Y BUIISIAI XpOHIYHOI Jiapei,
CTazy, HyJI0T! i OJIIOBaHHS, 11O MPU3BOAMIO A0 BUCHAXEHHS i Kaxekcii. EnekrpodizionoriyHi mocimkeHHs
BUSIBJISIIA 3aXBOPIOBAHHSI HEPBOBOI CUCTEMU i BHYTPILLHIX OpraHiB MOpPsI 3 MOPYLIEHHSIM CepLEBOl MPOBi-
HOCTI; 0i0XiMiYHO MaB Miclie JakTaT-auuao3. [103aK1ILKOBI CUMIITOMU Bif3HAYaJIUCh Pi3HOMAHITHICTIO, OJI-
Hak yci BoHu 0ynu xapakrepHumu mjst MTX]I. Kpim ypaxenns KT, BigzHavyaiach 3aTpuMKa pocTy; 3 00Ky
TOJIOBHOI'O MO3KY — JIeKOAUCTpodis, KIiHIYHO — aTakcisi, opTaIbMOILIETIsS, IITO3, HEIPOCEHCOPpHA IIyXOTa.
VYpaxkeHHs1 4epeMHO-MO3KOBUX HEPBIB CYIPOBOIXKYBAIOCh IU3aAPTPi€I0, NTMCPOHIEI, TPO3OIOILIETIEI0, HEPi-
KO po3BHMBaiach 0JI0Kaga ceplisl. ¥ XBOpPHUX CIIOCTepirajgach HECTEPIIHICTh (Pi3MUYHUX HaBaHTaXKEHb, CIA0KICThb
i «pBaHi YepBOHi BOJIOKHA», BUsIBJIeHi mpu Oioricii M’43iB. I1epebir cunapoMy MNGIE y Bcix criocTepesxeHHSIX
(12 mauieHTiB) B IpOLEC JiKyBaHHSI 3MiHMBCS i3 MPOrpeaieHTHOrO Ha CTaH TpUBAIoil peMicii. [pynHa KiliTMHa
Oyna 3mineHolo y 109 mamientis OI'l (53,69 %), mpotu 46 oci6 KI' (32,39 %) Lli naHi cBig4ath mpo Te, 110
npu MTXI]I c1abKicTb M’SI30BOro KapKacy i BTOpMHHA CIIOJyYHOTKAaHWHHA AMCILIA3is CTaloTh IpUYMHAMU
CKEeJIETHUX ITOPYILIEHb.

Bucnosku. BigMmiueHe HaliuacTillie BKJIIOYSHHSI B TTATOJOTYHMI MPOLIEC OPraHiB i cucTeM IpU MOJIiMOop-
dizmax MmTIHK TPHK — nizin: 8697G/A; 8860G; 8701G/A; 8856G/A; 8860A (CRS); 8251G/A; 8472C/T,
8448T/C; 8994G/A; 8337T/C; 8794C/T, 8584G/A; 8701A/G ta mpu amiHokucaoTHii 3amidi TPHK-mi3in
(syn, thr/ala, pro/leu, met/val, met/thr, his/tyr, ala/thr) mpu oMy eHliearonatii gacTiiie OyyIm acoliiioBa-
Hi i3 moimopdizmom TPHK-1i3iH Ta HoBuMu myTatntisimu (TPHK-neitmn) (3624 A/G; 3594C/T, 3705G/A;
3505A/G; 3552T/A). YpaxeHHS M SI30BO1, TpaBHO1, 0(TaIbMOJIOTIYHOI, CepLIeBO-CYANHHOI, €eHIOKPUHHOI
cMcTeMU yacTile 0yJo acoliioBaHo 3 noaiMopdizmamu TPHK-ni3iH. i ;aHHI 10BOASTH KJIiHIYHY 3HAUY-
1ictb nojiMopdizMiB MTIIHK 5K HeraTUBHUX MyTalliii y ¢ OpMyBaHHi KJIiHiYHMX o3HaK MTX]/I.

BUBYEHHSA OKPEMUX MOMYJIALIMHO-TEHETUYHUX MAPKEPIB,
IPUTAMAHHUX HACEJIEHHIO YKPATHU
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Bceryn. BuBueHHST OKpeMUX NOMyIsILiMHO-TeHETUYHUX MapKepiB, MpUTaMaHHUX HACEJIEHHIO YKpaiHu,
JIO3BOJISIE OLIIHUTH €ITiIeMiOJIOTiI0 CITaAKOBUX 3aXBOPIOBaHb, MEXaHi3M1 (DOPMYBaHHS (PEHOTUIOBUX O3HAK
Ta B3aeMOii paKTopiB, sIKi (opMyIOTh TeHOMHE 310poB’s. IIpoBeaeHO AOCTiAKEHHS XapaKTepy IOoJiMOop-
¢izmiB MTIIHK Ta emigemiosorito moaiMopHUX BapiaHTiB reHiB (poaTHOTO LUKIIY 3a JOIOMOIOI0 MOoJie-
KYJISIPHO-T€HETUYHUX METO/IB.

Meta AocCHiIKeHHS: BMBUYMTU OKpeMi MOMYJISILiMHO-TEHETUYHI MapKepu MNpUTaMaHHi HacCeJeHHIO
YKpainu.

Marepiaiu i MeToau. 3a 1OMOMOIOl0 COMATO—T€HETUYHOTO, MOJIEKYJISIPHO-T€HETUYHOTO METOAIB 10-
CJIiIXKeHb BMBYEHO 57 TMALEHTIB 3 KJIiHIYHO BCTAHOBJIEHUM [iarHO30M MiTOXOHApPiaabHOI AMCHYHKIIII,
86 ocib koHTpoJbHOI ITpymH i 200 0¢ib i3 momyJIsLil YKpaiHIiB B TPhOX MOKOTiHHSIX.

Pe3ynbratu gociaimkeHHs. Po3paxyHOK 4acTOT TarjIOTUIIIB Y MONYJsLiliHIN BMOipLi mMoka3aB HasiB-
HICTh BUPaXK€HOI'0 €BPOIEOITHOIO0 KOMIOHEHTA, NpeAcTaBieHOoro BianoBinHumu ramiorpynamu (H, U, J,



