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Iean nccienoBanus. YCTaHOBUTH NOITYISLOHHYIO YacToTy AI'C B YKkpanHe, n3yInuTh paHHIE IPU3HA-
ku AI'C mj1 aneKBaTHOM TaKTUKM JICUCHUS.

Marepuanbl ¥ MeTOObl MccaenoBanusa. HeoHaTanbHbI CKPUHMHI MPOBOAWJICS MYTEM OIPEIeIeHUS
ypoBHs 17-OH-mporecTepoHa B CyXuX IISITHAX KPOBU Ha CIIEIIUAIBHON (PMUIIBTPOBAIbHOM Oymare.

Pesyasrarel m o0cyxnenne. B XapbKOBCKOM CIIEIMATM3MPOBAHHOM MEIMKO-TEHETUYECKOM LICHTPE
(XCMTI'LD) ¢ 2012r. HayaT MacCOBBIM CKPUMHUHT HOBOpoxXaeHHBIX Ha AI'C. 3a Bpems ITpoBeIeHUs] CKpUHWH-
ra 6e110 0o6cnenoBaHo 53036 mereil u3 yeThipex obyacteit YkpauHsl (XapbKoBcKoii, [TontaBckoii, YepHu-
roBckoii, Cymckoii). [1py mepBUYHOM HCClIeqOoBaHUM 00pa3lioB HOBOPOXKICHHEIX I. XapbKOBa M 00J1aCTU
ObL10 BbIsIBJIEHO 50 AeTeil ¢ MoBbIlIEHHBIM ypoBHEM 17-OH-nporectepoHOM, HOBOPOXIEHHBIX T. IToaTaBbl
1 obmactTu — 23, HOBOPOXIEHHBIX I. YepHuUrosa m ob6jgact — 8, HOBOpOXAeHHBIX I. CyMbI ¥ 00J1aCTH —
41. Ilpu IpoBeeHUM pe-TeCTOB Y HOBOPOXKACHHBIX I. XapbhKOBa U 00JIACTH ITOJYYEeHO 22 OTpPULIATEIbHBIX
pe3yJibTata, HOBOPOXIeHHbIX I. ITonTaBel U 061actu — 10, HOBOpOXAEHHBIX I. YepHUroBa 1 0djgactTu — 3,
HOBOPOXIeHHBIX I. CyMmbl M 0061acTu — 28. Tak Kak He Bo Bcex OJlaHKaxX ObLT yKa3aH recTallMOHHBIA BO3pacT
HOBOPOXIEHHBIX MpU 3a00pe MepBUYHOr0 MaTepraaa, Npy MPoOBEACHUHU BTOPOro 3Tara CKpUHUHIA YTOU-
HSUICS TeCTAalMOHHBIM BO3PacT, U MPUHUMAJIOCh PELICHKE O HEOOXOAUMOCTU MPOBEACHUS pe-TecTa.

B 2012 1. 6611 BBISIBACH U YCTAHOBJIEH IMATHO3 Y OAHOTO pebeHKa. Y HOBOPOXAEHHOIO (MaJIbYMK TIOHO-
IIEHHBII) IIPY IIEPBUYHOM CKpMHMHIE ypoBeHb 17-OH-1iporectepona ObL1 94,8 HI/MJI, IpH IPOBEACHUN
perecta ypoBeHb 17-OH-nporecrepona 0b1 239 Hr/mMi1. Pedbenok 60bu1 06ciemoBad B XCMI'LI BpauoM-re-
HETMKOM M SHIOKPUHOJIOTOM, ycTaHOBJIeH auarHo3 AI'C u HazHauyeHo jedyeHue. [1pu nmpoBeneHUU Meau-
KO-T€HETUYECKOI0 KOHCYJITUPOBAHMSI ObLIIO YCTAHOBJIEHO, UTO B ATOI ceMbe Y cubca mpobaHaa (1eBouka
12 net) B TpexneTHeM Bo3pacTe B XCMI'LI 6b11 ycTaHoBIeH auarHo3 AI'C, BupuiabHas popMma.

B 2013r. 8 XCMI'LI ObL1 BBISIBJIEH €llie OAMH pedeHOK (MaabuyuK AJoHOWIEeHHbINH). [uarHo3 AI'C 6611
YCTAaHOBJIEH PEOEHKY B IMEpHUHATAILHOM LIEHTPE, KyAa OH ObLI TOCIIUTAIN3UPOBAH IS YTOUHEHUS AUATHO-
3a B CBSI3M C YXYAILIEHUEM COCTOSIHUS 310pOBbs. YpoBeHb 17-OH-mporecTepoHa B CyxXux MSITHaX KpOBU
cocrapisii 48,8 Hr/mi Ha (poHe TIpreMa IIpeAHN3aJIoOHa M KOpTUHeda.

BruiBoapl. Kak MoxHO OoJjiee ObICTpasi JOCTaBKa MEPBUYHBIX 00pa3lioB KPOBU B JIAOOpATOPUIO U ObI-
CTpO€ MPOBEJACHUE PETECTOB, B Cllydae HEOOXOAUMOCTH, KOPPEKTHOE 3aIlOJTHEHWE OJJAaHKOB, CTPOTOE CO-
OMogeHNWe aJlropuTMa MPOBEASHUST MPOUEAYPbl MCCAESAOBAHMS, TO3BOJISIET CBOEBPEMEHHO YCTAHOBMTH
JUArHo3 y NalMeHTOB KaK ¢ CoJbTepsoleil (popMoii, Tak 1 BUPUIBbHOM (DOPMOI 10 TOro, Kak pa3oBbETCS
OCTpast HaAINIOYEYHNKOBAas HEIOCTaTOYHOCTD. JlaabHelas onTuMu3anuys NpoBeaeHs CKpUHUHTA ITO3BO-
JIMT MUHUMU3UPOBATh MOCAEACTBUS U YAYYLIUTh KA4€CTBO XXMU3HU AeTei U B MOCAeACTBUM B3pocabix ¢ AI'C.

JTU®EPEHIIVHA TIATHOCTUKA ®EHIJIKETOHYPII.
JOCBIJ 26-PIYHOI'O CKPUHIHI'Y
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Beryn. @cninkeronypist (PKY) - omHa 3 Haiikpalile BUBYCHUX XBOPOO, 110 BiTHOCATBHCSA OO CIAgKO-
BuX nopyiieHb o0MiHy pedoBuH (CIIOP). lle nedexr merabomizmy amiHokuciotu deHinazaHiny (PA).
Knacuana @KY - ayrocoMHO-pelieCUBHE 3aXBOPIOBAHHS, SIKe OOYMOBJICHE MYyTalli€lo reHa (eHiTaTaHnH-
4-runpokcunassl (PAH), nokanizoBaHoro Ha 12q24 [2]. B PAH nmokanizoBaHo 6inbire 100 MyTalriii, BKITIO-
Yalouu 3aMiHM, iHCEePLii, aeJelii.

B 80-1i poxu XX cTopiuusi 0yau po3pobieHi METOAU MOJIEKYJISIPHOI JiarHOCTUKM, SIKi JO3BOJIWIIM iICH-
TU(}iKyBaTH MyTallii, 110 NPUBOASThH 0 PO3BUTKY 3aXBoproBaHHs. B maHwuii yac Binomo 6inbie 300 myTta-
1ilt, yHacmimok sskux po3puBaeTbesa OKY abo rinepdeninananineMis (I'PA). 3a 1omomMoroo 1Inux MeTOIiB
3’SIBUJIACSI MOXKJIMBICTh BUSIBJISITU T€TE€PO3UTOTHUX HOCIIB, 11O AY>K€ BaXJIMBO MPU MPOBEACHHI MEAUKO-Te-
HETUYHOIO0 KOHCYJIbTYBaHHSI.

Meta. BuzHaunTu xapakTep reHeTHIHOI reteporeHHoCcTi @KY B perioHi JOCTiIKeHHS.

Marepiaiu Ta MeTOOM IOCTIIKEeHHA. XapKiBChbKMM CIleliali3oBaHUM MEAMKO-TEHETUYHUM LIEHTPOM
(XCMT'D) criibHO 3 IToNTaBChbKOIO MEAMKO-TEHETUYHOIO KOHCYJIbTALli€l0 OyJ1a MpoBeaeHa MOJICKYISIPHO-
TeHEeTUYHa JiarHOCTMKA JJIs1 BUBHAYEHHSI XapaKTepy MyTaliii B 42 poAvHax, 110 MalOTh IiTeii, XBOPUX Ha
®OKY meTomoM IojiMepa3Hoi JaHIoropoi peakirii (I1JIP).
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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
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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.



