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KoHdpepeHLUUA No opdaHHbIM U AeTCKUM
3HAOKPUHHLIM 3aboneBaHUAM
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JHAOKPUHHAA opdaHeTUKa:
JLOCTUXXEHUS U NepCcCneKTUBLI

N.UN. HazopHas', E.A. Cepebpsikosa?, A.fO. JlobeHckas?, H.C. OcuHosckas*>, U.FO. Noghgpel, FO.J1. Ckopodok!, M.E. TypkyHoga?>,
H.A. maokoea?, M.A. lNonsHckas®, E.P. [Jocosuukas?®, E.b. bBawHUHa?

1OIOYBO CI16I'MIMY Munsgpasa Poccuun, CaHkT-lIetepbypr

2Cl6IrbY3 OunarHocTuyecknn LeHTp (Meguko-reHeTudecknn), CaHkT-lNeTepbypr

SOMMKL, BMT mnm. K.A. Payxdyca, otaeneHne aHgokpuHonornu, Cankt-lNetepbypr

‘OI'bHY HAW ATwP um. [1.0.0O71T1a, otaeneHne reHoMHon meanunHbl, CaHkT-lNeTtepOypr
*O'BOY BO C3IrMY um. N.N. Meynukosa, CaHkT-lNeTepOypr

CuHgpom CHARGE y naumeHTKn ¢ geduuntom 21-rugpokecunasbl: KNMMHUYECKNN criyyan

BBEOEHNE. CHARGE-cuHgpom — pegkoe ayToCOMHO-OOMMHAHTHOE 3aboneBaHue ¢ Yactotoun ot 1:12000 go

(Atresia of hoanae), 3agepxka pocta wu/unn passutua (Retardation of growth and/or development), nopoku
pa3BuUTMA Mmo4enonoBon cuctembl (Genitourinary anomalies) n yxa (Ear malformations)). Kak npaBsuno, Hannm4yus
OCHOBHbIX KOMMOHEHTOB CMHAPOMa AOCTATOYHO AN NOCTaHOBKU KIMHUYecKoro gnarHosa. Cpean nauneHToB CO
CXOAHbIMW FrEHETUYECKUMUN U3MEHEHUAMN BO3MOXEH BapuabernbHbln eHOTUM

BpoxaoeHHaa aucdyHKuma kKopbl HagnodedHukoB (BOKH) BcneactBue pgedouvunta  21-rugpokcunasbl —
ayTOCOMHO-peLlecCcuBHOE 3aboneBaHue, cBsi3aHHOE C U3MeHeHussMu reHa CYP21A2. BbigensaioT HECKOMNbKO
dopmM B 3aBMCMMOCTU OT CTEMNEHW MNOTEPU AaKTUBHOCTU PEpPMEHTA: KrnacCu4yeckne U HeKNacCU4eckylo.
Knaccuyeckne opmbl (ConbTepsalowlas M npoctad BUPUIbHAS) XapaKTepusyloTCca pas3BUTUEM BUPUNU3aLNU
HapY>XHbIX MOSIOBbIX OpPraHoOB Yy MJIOAOB J>XEHCKOro nona W, KakKk npaBuno, MOBbILLEHMEM YPOBHA 17-
rmapokcunporectepoHa (170HI1") npn HeoHaTanbHOM CKPUHUHTIE
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__IMATEPUWAJIbI N METO[LbI. Y poHoweHHON AeBOYKM OT HepoACTBEHHOro Opaka C poXAeHUS
1:15000 HoBOpOXAEHHLIX, 0BycnosneHHoe BapuaHTamn B reHe CHD7. HassaHue cuHgpoma - ab6bpesuatypal
OCHOBHbIX KITMHUYEeCKUX npossrieHun (koroboma (Coloboma), nopoku ceppua (Heart defects), atpe3usa xoaH| s

BbIAB/IEHO COYETaAHME THAXKENbIX T[OPOKOB Pa3BUTUA. OTKPbITbIN  apTepuarnbHbii  NPOTOK,
noTpeboBaBLUNN XUPYPrUYECKOro NeYeHns; KpaHMOCTEHO3; konoboma cocyancTton ob60no4kn obomnx

~ |rnas, gucka 3puTenbHOro HepBa CrieBa; aTpesusl XO0aH CreBa, ABYXCTOPOHHSAA HEWpOCEeHCOopHas

TYTOYyXOCTb W aHoOMaliMnm CTPOEHUA HapPYXXHbIX MOMOBLIX OpraHoB (Bupunusauna no Prader |l
ctenenn). Kapuotun 46,XX. lpn npoBeaeHnn HeoHaTtanbHoro ckpuHuHra 170HIT Ha 4-e cyTku
XU3HM 25,89 Hmonb/n (oo 30). Ha 7-m mecdaue XXW3HW, B CBA3M C aHOMAalbHbIM CTPOEHUEM
Hapy>XHbIX MOSI0BbLIX opraHoB, NoBTOpHO onpegeneH 170HIT B cbiBOPOTKE KPOBM M ODHapPYXXEHO
noBbilleHne ao 25,6 Hr/mn (0-1,65). B TeyeHne nepBoro nonyrogns *XM3HM AeBOYKY HEOOHOKPATHO
onepupoBanu no noBoay BPOXAOEHHbIX MOPOKOB pa3BUTUA, SNEKTPONUTHLIX HApYLIeHUN 3a nepuoa
HabNOeHNUS HE BbIABEHO

[lpoBeaeHO uccrneagoBaHMe 4acTbiX NaToreHHbiX BapuaHToB reHa CYP21A2 n cekBeHUpoBaHME
naHenu reHos, Bknto4vaa CHD7 (nccnegoBaHue BbINOSIHEHO B paMKax nporpammel "Anbda-aHao")

PE3YJIbTATBI. o pe3ynbTtatam cekBeHnpoBaHua CYP21A2 naumeHTKa ABnseTcs KoMnayHaHbIM reTepo3nroTHblM Hocutenem mytauum I12splice (rs6467) n «xumepHoro» reHa (CYP21A1P/CYP21A2) c Toukon paspbiBa
BblLLle 2-ro MHTpoHa (CH4). Y maTepu naymeHTkn obHapyXeH cninancuHroBbln BapmaHT I2splice (rs6467) B reTepo3nrotTHoOM cocTtosiHnn. OTeLl nauneHTKN ABNAeTCs retepo3nroTHbiM HocuTenem "xmmepHoro" reHa (CH4)
Kpome TOro, y OEBOYKM BbIABMEH paHEEe HeonucaHHbIMK B AOCTYNMHOM Hay4YHOW nutepaTtype retepo3nrotHbin BapuaHT reHa CHD7 NM _017780.4:c.2586delG (p.Lys862Nfs*26), pacueHEHHbIN KaK MnaTOreHHbIN.

Bepudukaunsa sapmaHTa pogmtenam nauneHTKM He npoBogmnach
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SAKITIOHEHWE. B onmncaHHoM cny4ae y nauueHTKU C Krnaccuyeckumun knunHmdyecknmm nposasneHnamm CHARGE, cuHapom noatBepXaeH reHETUYECKU, a TakKe AnarHoctupoBaHa npocTtas

doopma aedpununta 21-rmgpokcmnasbl.

YuyutbiBasgs MHo)ecTBo conyTtcTByowmnx BIKH 3aboneBaHui, TpebyloWMX XUPYPruyeckoro redvyeHms, Heobxoaum MynbTUOMCUUNIIMHAPHBIA Moaxod C MOCTOSHHbIM - HabmnogeHnem

9HOOKpUHOIora

nanbHeunwee HabnoaeHne n yrnybneHHoe obcnegoBaHme B nepuog nyoeprarTa
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OgHon 13 Hambonee 4acTtbix aHAOokpuHonaTun npu CHARGE saBnseTtcs natonorusi nofioBoro pasBuTUSa OT €ro 3agepXXku Ao rmnoroHagoTpornHoro runoroHaauama. MNpu BOKH Bo3moxkHa
obpaTHasa cutyaumsa ¢ npexgeBpeMeHHON akTuBauMen OyHKLUM roHan, 0COOEHHO Mpu OTCYTCTBUM CBOEBpPEMEHHON Tepanuu. [1nsa oueHKU MoJsIoBOro co3peBaHust nMaumMeHTKM Heobxoammo

KOHTAKTbI.
TypKkyHOBa
Mapusa

EBreHbeBHa
e-mail:
89650505452@mail.ru

Covetanne BIKH n GHARGE-cnHapoma BnepBble onncaHo B Poccun; B Hay4HOU nNuTepaType npeacrtaBfieH aHanornyHbiv criydam y nauneHTa My»Kckoro nona ms AnoHun



