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KnnHuyeckoe TeueHue BpOXKAEHHOU ANCPYHKLMN KOPbl HAANOYEYHUKOB NPU Pa3/IMYHbIX BapuUaHTaxX
myTaumii reHa CYP21

r60Y BIO Capamosckuli TMY um. B.W. Pazymosckozo MuH30pasa Poccuu, kagedpa nponedesmuku demcKux 6osne3Hel, 0emckoli 3HOOKpUHO02UU U
duabemosnoauu

HayuHeblili pykosooumeno: K.M.H. Palizopodckas H.HO.

Llenb: BbiABUTb OCOBEHHOCTM KAMHMYECKOro TeYEeHWUA BPOXKAEHHOW AMCPYHKUMM KOPbl HAAMNOYEYHUKOB MPU Pas3/IMYHbIX BapuaHTax
MyTaumii reHa CYP21.

Martepuan u metoapl. MposegéH aHanms 19 nctopuit 6onesHn naumneHTos ¢ BAKH B Bo3pacte oT 1 go 16 nert. MpoBegeHa oueHKa
aHamMHesa, Kanob, ocMoTpa, N1abopaTopHbIX NOKasaTesnen: HaTPUi, Kasui, akTUBHOCTb PEHWHA Naasmbl, 17-rMApPOKCMNPOrecTepoHa U
TECTOCTEPOHa B CbIBOPOTKE KposW. | rpynny coctasuam 16 ¢ conbTepstoweint opmoi, Il rpynny — 3 naumeHTa ¢ BUpuabHON Gopmon
3abos1eBaHuA.

MpoBefeHO MONEKYNAPHO-TEHETUYECKOE UccneaoBaHue reHa CYP-21 Ha yacTble MyTaumu Ha 6ase ®IBY 3HL, r. Mocksa.

Pesynbratbl. Mpu uU3yyeHUM aHamHe3a getell | rpynnbl BbIABAEHbI YacTble CPbIrMBaHMA, Noxas nNpubaBKa B Macce Tena,
rMnepkanvemus, rmnoHaTpuemms. HeoHaTtanbHbIN CKPUHUHT NpoBeaéH y 9 nauneHTos (meamaHa yposHs 17-OHPg (Me) =322,26 Hmonb/n),
Yy OCTasbHbIX 7 MALMEHTOB CKPUHUHT Ha AIC He nNpoBOAM/ICA. 3aMeCTUTENbHYIO FTOPMOHa/IbHYHO Tepanuio KopTedom u KopTuHeddom ¢
poxaeHns nonyyanm 8, B 2-4 mecsua — 9 naumeHTos, ¢ 2,5 neT — 1 naumeHT. Npn ocmoTpe cpegHue nokasartenn GpuUsnyeckoro passuTmA
umenm 10, Huxke cpeaHero — 4, Bbile cpeaHero 2 naumeHTa. KOCTHbIM BO3pacT oneperkan NacnopTHblA Ha 2 roga y 5 naumeHTos, Ha 3-4
rofia — y 2 naumeHTos. MosblleHHbIN ypoBeHb 17-OHPg 6b11 oTmedeH y 8 nauuneHTos(20,2+/-15,63).

Y peteit |l rpynnbl CONbTEPAIOWMX CUMNTOMOB He 6bi10. HeoHaTanbHbI CKPUHUHT NposeaéH y 1 naumenTa(331 HMonb/n). Kopted ¢
pOXKAEHWNA NoAydanu 2 naunerTa, ¢ 10 net — 1 naumeHrT.

Mpu ocmoTpe cpeaHee dU3NYECKOe Pa3BUTUE MMENN BCE MALMEHTbI AaHHOM rpynnbl. KOCTHbIA BO3pacT oneperkan nacnopTHbIN Ha 6
ety 1 naumeHTKK, y 2-X COOTBETCTBOBA BO3pacTy. YposeHb 17-OHPg 6bin nosbilweH y Bcex nauneHTos (17,5+/-12,1).

B pe3ynbTate NpoBeAEHHOrO aHanAM3a y NauMEHTOB C cosibTepstowelr ¢opmoin bbin NoydyeH cneayowmii cnekTp mytaumin: del2spl,
12spl, q318X/Q318X, R356W, delA2 or LGC, R356W/R356W, Q318X n R356W, E3del, 1172N, 12spl/Q318X, I5spl. C BMpuabHOI dopmoit
3aboneBaHus: R356W, 12spl.

BbiBOAbI:

1. MpoBen€HHbIN aHanM3 nokasan, yto npu R356W myTauum oTmeyaeTca Oosiee TAKENOE KAMHMYECKOe TeyeHWe 3aboneBaHusa C

CUHAPOMOM FMNEePaHAPOreHNN, C BbipaXKeHHbIMM BHELWHUMK aedeKkTamu.

2. Y naumeHTOB C I5spl conbTepsatoLme Kpr3bl BO3HUKAOT Hanbosee Yalle.

KnioueBble cnoBa: BpoXKAeHHan AUCOYHKLUMA KOPbl HAAMNOYEYHNKOB
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