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26-27 mapTa 2024 el Bonesoas H.H.1 4, 3r03MkoBa 3 C 2, I'IucapeBa E.A2 UJeCTepVIKOBa B.B.1, KokopeBa K.[1.1 2, 3abyackas K.I'.?
Spete 1 'BY3 MO MOHI/IKI/I um. M. CD BnapMMMpCKoro 2 FHLI, P® ®oI'bY «HMWULU anaokpuHonormn» MuH3gpasa Poccun
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3HOOKPUHHBLIM 3aboneBaHuAM ORI, SRR RN e T
— Pep,Kvm KNUHUYeCcKuu cnydyam cuHgpoma KoppuHa-Cupuca

JHAOKpPUHHAaA opdaHeTUKA:

AOCTUXXEHUA U NepCclnekTuBbl B MNPAKTUKE AEeTCKOro sHAOKPUHOJOrId

PE3YJIbTATbl. Ha momMeHT oOpalleHuUA nauuveHTKa NpPornopLMOHaNbHOro
TenocnoxeHus. lpun ocmotTpe obOpawano Ha cebs BHMMaHUEe Hanun4yue
CTUrM pgucamoOpuoreHesa Bu3yanuavpoBariacb LWUWPOKaa nepeHocuua,
ryctble OpoBu, ONMMHHbIE pPeCHUUbl, rMnonsfia3ua HOIrTaA Ha AuUCTalibHOW
cdanaHre V nanbua, HU3Kuun poct Bonoc. Poct — 95,0 cm, SDS pocTa -1,6,
BecC - 14 kr, SDS nmTt - 0,12 (puc.1). Npu obcnegoBaHMn KOCTHbIU BO3pPacCT
oTCcTaBasé OT nacnoptHoro Ha 1 roa. YpoBeHb TUPEOUAHbIX FOPMOHOB,
NDP-1 COOTBETCTBOBAn HOPpMarnbHbIM 3HaYeHUAM. YuyunrtbiBas
KITMHUYeCKYH0 KapTUHY 3a0oneBaHuUsa OeBOYKe npoBefeHO NOSTHO3K3OMHOEe
CeKBeHUpoBaHue: BbIiBJEH paHee He ONMUCaHHbIN BapuaHT
c.5127delA,p.Alal710fs (NM 020732.3,hgl9) B reHe ARID1IB B
reTepo3nroTHOM COCTOSAHUU (puc.2).

NMPU3HAKaMUU KOTOPOro ABJIAEeTCH FPY6bIe YepPThbl Jinla, 3a0epPXKa pPpoCTa U Ppa3BUTUA, TUNOMINa3nAa UIin

OTCYTCTBUE HOITEeN U KOHUEeBbIX danaHr Ha V nanbuax pyk n cton. B mupe onncaHo Bcero 150 cnyyvaeB
3aboneBaHnsl C ayTOCOMHO-AOMMHAHTHbLIM TUMOM HacrefoBaHUSA
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MATEPUAIIbl U METOObI. NauueHtka B, 3 roga 10 MecsaueB, mama obpaTunacb C Xxarnobamu Ha
3a4epXKKy ncuxopeyeBoro pasBuUTUSA U POCTa C POXAECHUA. |
N3 aHaMHe3a M3BeCTHO, YTO AeBOYKa poaunacb oT BToOpou bepemeHHocTun nocpeacteom BPT (nepBas
bepeMeHHOCTbL abopT), BTOPLIX pPOAOB NyTeM KecapeBa ce4vyeHua Ha 42 Hepene rectauuu. lpwu
poxaeHnn macca tena 3300 r (SDS maccobl Tena — 0,77), pnuHa tena 53 cm (SDS macchl Tena 1,18). lo
wkane Anrap — 8/9 6annoB. Ha nepBOoM roay Xwu3Hu HaOnpanacb 3agep)XKa NMCUXOMOTOPHOrO
pPa3BUTUA. TONIOBY OepXUT ¢ 6 mecaAueB, cumaut ¢ 8 wMecsueB, xoout ¢ 15 ner. Poautenu
6nu3kopoAacTBeHHbIN 6pak oTpuuaroT. Poct matepmu 171 cm, poct otua 191 cm, ueneBom poct — 173,5

cm, SDS ueneBoro pocta 1,5/SD. [leBoyka Habnwoaganacb y neguatpa y HeBponartosiora no nosoay
3a4epXKn ncuxopevyeBoro pasBuTtus.

S EEEE B -
'-M.l = o

BBEOEHWE. Cunngpom KodpdunHa-Cupuca - peagkoe HacnegcrtBeHHoe 3aboneBaHue, AMarHOCTUYECKUMM E
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3AKITIOYEHUE. [llpoBeaeHHOe MONEKYyNsAPHO-
reHeTU4YeckKkoe nccrnengoBaHue No3BOSIUNO
BbiABUTbL pgeneuuro c.5127delA,p.Alal710fs
(NM_020732.3,hgl19) B reHe ARIDIB wm
npeanonoxutb Hanuume CKC 1 Tuna. Onsa
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noaTBepXaeHus HeobOXxoAMMO NMPOBECTN
157.1 mb 157.3 mb 157.5 mb MOJIEKYNAPHO-reHeTNn4YeCKoe ncenenoBaHume| . .
ry o Py poauTenen AnA yTouHeHusA cTtaTtyca BapuaHTa|
(yHacneaoBaH mnuv BO3HUK de novo). X
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