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Knaccunyeckaa BpoxaeHHasi runepnna3us
Hagno4Ye4YHUKoOB, ooycnoBneHHas aeuuntTom 21-

rmapoKcuna3bl, Npoctasd BUPUJIbHaA Q)opma

Homep ctatbn: ORPHA 315311

Pe3lome

MpocTtas BupunbHas dopma KrnacCU4ecKon BpOXAEHHON rmnepnnasvm HaanovyeyHnkon, 0b6ycnoBneHHom
aeduvumtom 21-rmgpokcunasbl (CM. onpegeneHve), xapaktepusyetcs  Bupunusauuven Hapy>XHbIX
MOroBbIX OPraHoB Yy AeBoYeK ( BNMOTb 40 (POPMMPOBAHUS NMOMOBLIX OPraHOB , HAMOMUHAIOLLMX MYXXCKUE C

KPUNTOPXM3MOM ) 1 NOXHBIM NpexaeBpeMEHHbIM MOMoBLIM CO3peBaHNeM 6e3 notepu conw.
Y ManbuvKoB Mpu POXAEHUN PErMCTPUPYIOTCS YBENUYEHME MONIOBOrO YreHa M CKNaavaToCTb MOLLOHKU

PacnpocTtpaHeHHoCcTb cocTaenseT okorno 1/40 000, Tak kak ata popma coctaBnseT 25% Bcex criyyaes

Knaccuyeckomn BpO)K,EI,eHHOI;I rmnepnnasmm Hagno4e4YHuKoB.

[eBo4kn poxgaloTcs ¢ HeonpeaeneHHbIMU NONOBLIMY OpraHaMn U pasHbIMU YPOBHAMW aHAPOreHn3aunu.
MaTka y HMX pa3BuBaeTCs HopMarnbHO, HO HabniogaeTcs aHoMmanus pas3BuTUa Bnaranuwa. HapyxHble
noroBble OpraHbl Yy Marb4YMKoB HOpMasnbHble. JIOXKHOE npexaeBpeMeHHOe MOofoBoe CO3peBaHue,
nposiBnsLLeecs B Buae pasnuyHbIX CUMNTOMOB, BKIOYAs YCKOPEHHbIA POCT U pasBUTUE KOCTEN, Takxe
npuUCyTCTBYET y npeactasuTenen oboux nonos. B oTnunume oT dopmbl NOTEPUM CONWM KNacCUYeCKown
BPOXAEHHON runepnnasvnm HagnoyeyHukoB, obycrnoBneHHon aeduumtom 21-rugpokcunasbl, npocras
BMpUNM3upyolas dopmMa He XapakTepusyeTcsi CUMNTOMaMu 06e3BOXMBaHUSA, HO UMEIOLLUMINCS Nerkui
4eduUmMT TIOKOKOPTUKOUAOB TpebyeT 3aMeCcTUTENbHOW Tepanuu B TEYEHME BCEW XXM3HWM M co3gaeT

NOXW3HEHHbINA PUCK Pa3BUTUSI OCTPON HEAOCTATOMHOCTM (DYHKLMM KOPbl HaANOYEYHMKOB.

3aboneBaHne obycroBneHo myTaumen reHa CYP21A2, pacnonioxeHHoro B xpomocome 6p21.3. B
pesynbTaTe 3TOW MyTauuM CUHTE3 anbJoCTepoHa OCTaeTCsi HOpMarbHbIM, B TO BpPEMsi KaK CUHTE3
KopTM3ona yMmeHbluaeTcsi. Bo3HMkaeT cBEpXCTUMYNAUNS HAANOYEYHMKOB, KOTOPasi BEAET K CBEPXCUHTESY

aHOpPOreHos.
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HaHHas cmambsi 6bina nepegedeHa npu ¢buHaHcosol noddepxke [lpedcmasumerniscmea
«Llatep ®apmacbromukarn Konmpakmc Jlumumed» u MesxpeauoHanbHol
6nacomeopumernbHoU o0buwecmeeHHOU opeaHu3ayuu uHeanudos «Cow3 nayueHmos u
nayueHmckKux opeaHusayul rno pedkum 3aboresaHusIM»

HacTtoswmn OOKyMEHT NpeAacTaBrieH UCKYUTENbHO B MHAOPMAUMOHHBIX Lensx. Matepuan
HUKOMM O0Opa3oMm He npedHasHa4YeH Ans 3aMeHbl NPodeCcCUOHaNbHOM MEOULMHCKON MOMOLLM
KBanMduUMpoBaHHbIMK crieunanncTtamm U He OOMKeH ObiTb MCMONb30oBaH B KA4YECTBE OCHOBbI
OnNs ANarHOCTUKN NN NeYvYeHns.
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