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JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI
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BBEOEHUE. CnHapom CunbBepa-Paccena (CCP) npepncraBnsier cobon KIMMHUYECKU U TFEeHEeTUYECKU
rereporeHHoe 3aboneBaHune, accoUMUpPoBaHHOE C HU3KUM POCTOM, TUMNYHBLIM JIMLIEBbIM rewiTasibTOM U
acummeTpuen tena. HecmoTpa Ha Hanu4yne 4YacTbIX MOJIEKYNAPHO-reHeTU4YecKnx HapyweHun npu CCP
(MaTepuHCKaa ogHopoauTenbCcKass AUCOMUA XPOMOCOMbI 7/ U rUNnomMeTunMpoBaHMe B pernoHe 11p1lb),
okono 40% nauueHTOB B HacTosllee BpeMsa OcCTalwTcA 06e3 BepudUUMPOBAHHOIO reHeTU4ecKoro
AanarHo3a. OnpepeneHve MOJEKYNAPHOU NMPUYUHBLI 3aboneBaHusa Heodbxoaumo AnA 3IPdpeKTUBHOro
rie4eHns U MeaAUKO-TeHEeTUYECKOro KOHCYJIbTUPOBaHNA CeMbM.
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PE3YJIbTATbl. Ha MomeHT obOpalleHUa OeBOYKa NMPONOPLMOHANBHOIO TEJIOCJI0XKeHUA, obpaLlaro Ha
ceda BHUMaHue Hanun4yme CTUrM AUCIMOpMoOreHesa. LWIMPOKUN BbICTynawwmmu nob, KnuHogaktunua V
nanbua, HenpasunbHbIN pocT 3yooB. Poct 103,0cm, SDS pocTa: -3,2, Bec 13,8 kr, SDS UMT: -1,9, 3a
nocriegHue nonrtopa roga Bbipocria Ha 6,5 cm. lNpn obcnegoBaHUM KOCTHbIM BO3pacT OTCTaBan OT
XpoHornorunyeckoro Ha 1 roa, AOP-1 - 103 Hr/mn, aedomumta APpYyrux TPOMHbLIX FOPMOHOB rmnodusa
BbISABNIEHO He ObINO.
Ona onpepeneHna oaHoOpPOAUTENbCKOM MAaTEePUHCKOUM AUCOMMU XpPOMOCOMbLI [/ npoBeAeH
MUKpOCaTENINIUTHbIN aHaNn3 JIOKYyCcoB KpUTU4Yeckux pauoHoB 7033-34 (D752202, D7591824) n 7pl2.1-
12.3 (D752422, D7/S2519). Ana aHanu3a annenb-cneuuduyecKkoro mMmetunumpoBaHuUA pervmoHa 11pl5,
BKMOYawwero obnactb KOHTpona wumnpuHtuHra HI19/IGF2, npoBegeHa MYNbTUNOKYCHasA MeTWUI-
yyscTtButenbHaa [UP (MY-MUP). Y nauueHTKU ObINIM UCKMKOYEeHbl XapakKTepHbleé MOJIeKYNSAPHO-
reHeTudyeckme pedektol npun CCP: oaHopoauTenbCcKkaas OUCOMMUA XPOMOCOMbI / MAaTePUHCKOro
NPOUCXOXOEHUA U rMnoMmeTunupoBaHue B peruoHe 11pls.
B cBA3n Cc oTpuuaTtenbHbIMU pe3yribTaTaMMU OaHHbIX UCCrieA0OBaHUN, poaAUTeNnsaM U AOeBO4YKe ObIno
nposBeneHo NMosfiHo3Kk3omMHoe cekBeHupoBaHue OHK numdountoB nepucdepunyeckon Kposm B hopmare
«TPpUO». Y nauueHTKN BbisABNIeH paHee He OfNMuUCaHHbIu B Hay4YHO-MeOULMHCKOW nuTepartype
retepo3urotTHbin BapuaHT de novo NC 000012.2:9.65825359G>A (NM_003483.6: c.89G>A, p.(Gly30Asp))
B reHe HMGAZ2. Cerperaumsa B cembe noarBepxageHa cekBeHnposaHumem no CeHrepy (puc.l).
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‘| 3BAKINIOYEHUE. BHeapeHue pacluMpeHHbIX MeTOA0B reHeTMYecKoro uccrnenosaHusi (MofIHOreHOMHOE U MONTHO3K30OMHOE CeKBeHUPOBaHMEe) 3Ha4YUTENIbHO NOBbILLAeT ANarHoCTUYecKyo 3¢hPeKTUBHOCTL Y
nauueHToB ¢ nogo3peHuem Ha CCP. BnepBble BbisiBrieHHast MOHoreHHas npniuHa CCP y naHHOM nauuMeHTKU nNo3Bonuna MHULMMPOBaTb fieYeHue CoMaToOTPONMHOM U NPOBEeCcTU MeAUKOo-reHeTUu4yeckoe

* .| KOHCYNbTUPOBaHUE CeMbM.
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BoneBo.qs H. H 12, 3I-O3VIKOBa 3 C 2 FlucapeBa E A 2 , LlectepukoBa B.B.!, KokopeBa K.[1.1%, 3abyackas K.I".?
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f 1 'bY3 MO MOHI/IKI/I M. M D. Bnap,MMMpCKoro 2. I'HLI, P® ®&I'bY «HMWUL snpokpunHonormn» Muusgpasa Poccum
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ATunnyHaa ¢opma cmHapoma CunbBepa-Paccena,
accou,uuposaHHan c HoBou myTtaumeu B reHe HMGA2
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MATEPUATNDbI U METOJJ,I:I [MaumeHTKka M, 7 neT, poantTenun obpaTUnuUcChb C XXanobamu Ha 3a4epPXKKy pocta u Beca. [leBo4ka
OT 2 bepeMeHHOCTHU, NpoTeKaBLlen Ha (poHe 3aaepPXKXKN BHYTpUyTpoobHoro passutusa (3BYP), nus asonHun. Poabl 2, nytem
KecapeBa ce4yeHust Ha 39 Hegene rectauuu. lNpu poxgeHun macca tena 1820r (SDS macchl Tena: -3,3), AnNvHa Tena
44cm (SDS anuHbl Tena: -4,34), no wkKane Anrap 6/8 6annos. CeMenHbIU aHaMHe3 He OTAroweH, poct matepu 168cm,
pocT otua 170 cm, uenesou poct 160,5 cm, SDS ueneBoro pocta 0,08SD. Hanu4yne apyrux conyTcTBYHOLUX
naTonorun poautenu otpuuanu. [leBoyka Habnoganacb y 3HOOKPUHOSIOra no noBoAy 3aAepXKuU pocTa C PoOXAeHUS.

AcuMMeTpun TynosBula U TUNNYHbLIX PEHOTUNNYECKUX OCObeHHOoCcTen, xapakTepHbix ansa CCP, BbiIAsBNeHO He ObIno.
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Puc.1 Ctpykrtypa reHa HMGA2Z2 n ero 6enkoBoro npoaykra
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