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CNOXHOCTU MONIEKYNIAPHOW AVNATHOCTUKN CUHAPOMA PESUCTEHTHOCTU
KAHAPOreHAM NPUNMYBOKOU MHTPOHHOU MYTALIUU B TEHE AR

H.10. KannHueHko', B.M. MNeTpos', A.B. MaHoBa', A.H. Tionbnakos?

'OrbY «HayuoHaneHwil MeOuyuHcKul ucciedosamesnbckuli yeHmp 3HOOKpuHoao2uu» MuH3opasa
Poccuu, Mockaa,
2«Meduko-2eHemuyeckuli Hay4HbIl yeHmp umeHu akademuka H.f. boukosa», Mockea

MyTaumn B reHe X-cLiennieHHoro pelentopa aHaporeHoB (AR) nexkaT B OCHOBe CUHAPOMA HeuyB-
CTBUTENBHOCTY K aHaporeHam (AlS), Hanbonee pacnpocTpaHeHHOW NPUUYNHbBI HapyLLeHUa GopMMpoBa-
HuA nona 46,XY. OgHako, okono 10% nauuneHTos ¢ AlS, HECMOTPA Ha HanMuMe KNNHUKO-NabopaToOPHbIX
npu3HakoB 3aboneBaHunA, He UMEIOT MyTauuii B KoanpytoLlen obnacty AR, UTo ocTaBnseT Heonpepe-
JIEHHOCTb B OKOHYaTeNbHON BepudmKaLmm agnarHosa.

LLEJIb: yTouHEHVEe MONEKyNAPHOI OCHOBbI 3aboneBaHUA y nauueHTa c AlS 1 oTCyTCTBUEM MyTaLmWiA
B KOAMpYIOLLeNn nocnefosaTenlbHOCTY reHa AR.

METOADbI: CekBeHuposaHue JHK nposogunocb metogom CeHrepa.

PE3YJNIbTATbI: NMauueHT M, Npu poXkaeHUy MOLWOHOYHasA dopma runocnagun, kapmotun 46,XY; 3a-
perncTpmpoBaH B My>KCKOM NacropTHOM none. B aeTckom Bo3pacTte npoBefeHa MacKyMHU3MpYyowas
nnactvka. B 12 net B cBA3M C pa3BUTMEM T’MHEKOMACTN 06cnefjoBaH SHAOKPVHOMIOTOM: MPW OCMOTpe
beMUHHOE TenocnoxeHne, nonosoe passutne G2P2B3, AnYkM B MOLOHKe 12 cM. B rOpMOHaNIbHOM
npodune: IF— 5,0 Ea/n (2,5-11,0), ®CI — 0,9Ea/n (1,55-9,74), TectoctepoH — 17,8 Hmonb/n (0,9-12,5),
32 — 120 nmonb/n (20-60). YcTaHOBNEH ANArHO3 «CUHAPOM PE3UCTEHTHOCTY K aHApOreHam, HenonHas
dopma». OHako, npu cekBeHMpoBaHUK reHoMHol [JHK (3K30HbI 1-8 1 cOOTBETCTBYIOWME IK3OH-NH-
TPOHHbIe CTbIKM) MyTaLuii B reHe AR BbifiBNIeHO He 6bino. MNpu cekBeHnpoBaHun kAHK, nonyyeHHon nx
$unbPOo6ACTOB KOXKIM MOLLOHKK, MOMUMO TpaHcKpunTa AR gukoro tuna (NM_000044.3) BbiaBneH abep-
PaHTHbIN TPAHCKPUNT, cofepXKallnii BCTaBKy 13 40 HYKNeOoTUAHbIX OCHOBaHWUiA (c.2450_2451insc.251-
40_c.251-1). JlononH1TENbHOE CEKBEHUPOBaHME MOCE[OBATENbHOCTA MHTPOHa 6 reHa AR BbiaBMNO
remmsnroTtHyto Tpansmumio hg19_chrX:67722785G>A, nprBopasLyio K 06pa3oBaHuio anbTepHaTUBHOTO
aKLenToOpHOro canTa CniancuHra.

BbIBO/bl: faHHOE HabnoAeHE NNIOCTPUPYET CNIOXHOCTU MONEKYNAPHO-TEHETUYECKON ANarHo-
cTrKn AlS 1 nogyepkmMBaeT BaKHOCTb UCMONb30BaHUA LONONHUTENIbHBIX METOLOB (CEKBEHMPOBaHNE
k[HK) npu oTcyTCTBUM M3MEHEHNI B KOAMPYHOLLMX obnacTax reHa AR.

KJIIOYEBbIE CJIOBA: peuenmop k aHOpozeHam; pe3ucmeHmMHOCMe K AHOPO2eHAaM; HapyuleHue popmupo-
8aHUA NoJd; abeppaHMHbIl MpaHckpunm; aabmepHamusHsil akyenmopHsili calim cnialicuHea.
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