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AHaMHe3 XU3HU MmaTepu

Bo3pacTt matepu: 31 rog,

ComamuyecKkue 3a60n1e8aHUA:

Herpes labialis: pegko

«  CybknnHmn4yecknm runotnpeos Ha 3T AyTnupoKc 50 mKr.

« [ecTauMoHHbIN caxapHbI AnabeT c 24 Hen. bepeMeHHOCTU, KOMNEHCUPOBAHHbIN Ha AMUETE.
« TaxuKapama cuHycoBad. XpoHu4yeckasa Al, 1 cteneHw.

- BectnbynsapHas wBaHHOMa cneBa. Koos IV. CoctoAHMe nocne onepaTMBHOIO N€YEHUS B
2015 .

bepemeHHOCM®b |: NpomeKana Ha ¢hoHe yMepPEHHOMN NPEsKNaMMCUM.



Anamnesis vitae

PoObi: | cpouHble (nytem KC) B 39 4/7 Hepenb.

Mocnepn, : cypkomneHCMpPOBaHHAA XPOHMYECKAA HEAOCTAaTOYHOCTb NALEHTbI C OCTPbIMMU
HapyweHuAMMN KpoBoobpalleHunaA. Puck ana pebeHka: No rmnoKkCumM masbii, No
agantaumm manbiv, no BYN HeT

Macca mena npu poxcdeHuu 2745 2., 0nuHa 50 cm, OKPpYyHCHOCMb 207108bl 36 cMm,
OKpyXHOCMb 2pyou 30 cm.

OueHka no wkKane Anzap: 8/9 6annos.



OcobeHHOCTUN peHoTUNA

* MuKkporeHusa

* [lporHatusm

* [oTnyeckoe HEBO

e [1BYCTOPOHHUM
KPUNTOPXN3M

* [unonnasma
MOLOHKU

ApxuB Bpaya-HeBposiora MamaeBo
E.A. 2025 r., $OTO pasmeLleHbl C
Cornacua 3aKoHHbIX
npeacrasuTenemn



PaHHWW HEOHaTaNbHbIN Nepuom,

. [lbIXxaHMe camMOoCTOATE/IbHOE C POXKAEHUS;
. BAnoe cocaHue, notTpebHOCTb B 30HA0BOM NMUTaHUK!

. Co 2X cyTOK ¥un3Hu CPB 18mr/n + pebeHOK ¢ npu3Hakamm yrHeteHums LIHC HavaTa
aHTMbaKTepuanbHas Tepanma AMnmcuaom B gose 15 mr/Kr/cyT 3 aHs;

. Ha 5 cyTKK *kn3Hu nepeseaeH B OlMH B cBA3M C HEBPONOTMYECKMMU OCOHBEHHOCTAMM
Ans poobcnenoBaHus.



RANHNYEeCKaAa KapTUHA

reHepal'Il/I3OBaHHaF| ABurate/ibHaA akKTUBHOCTb CHUMXKEHAJ,

AHTVII'paBMTaLI,VIOHHbIe ABUXKEHUA NpenmywiecCTtBeHHO B AUCTa/IbHbIX OTAENaX

KOHEYHOCTEW;
BbiparkeHHaa andpody3Haa mbllleyHana rmnoToHUA:

MNPW TPaKLKUKM 33 PYKM roN10Ba OCTaeTca c3aaun, He
NbITaeTcsA ee NOAHATb / NPU rOPU3OHTa/IbHOM
noABeLnBaHNM roN10Ba CBUCAET, KOHEYHOCTU
Pa30rHyThI;

CXP ymepeHHO XunBble, CUMMETPUYHbIE;

PedneKcbl HOBOPOXKAEHHbIX BbI3bIBAOTCA
dparmeHTapHO, BbICTPO UCTOLLAEMbIE.



5 CYTKM YU3HU ApXVIB Bpava-HeBpoO/siora MamaeBoii
E.A., 2025 1. BMAEO pasmeLLeHO C

cornacus 3aKOHHbIX
npeacrasuTenemn




Pe3ynbtaTbl 06CN1ea0BaHUA

- KnnHnyecknn n buoxmmmyecknin aHanmn3sbl KpoBu1 B AMHAMMUKE: B Npeaenax BO3paCTHOﬁ HOPMbI,

NUP Kposb (Toxoplazma gondii, Herpes simplex virus HSV 1,2, Llutomeranosupyc (KauecTs.) -
OTPULATENbHO;

. JlombanbHaa NYHKUMA: Ha 3 C.)K. AN1A UCKNOYEHUS HEMPOUHDEKLUN —OBLLLEKTMHNYECKNIM aHaN3
JIMKBOPA, aHaN13 IMKBOpPa Ha noces, MNUP — 6e3 natonoruu;

- HCT: YC npn3HaKku nepuBeHTPUKYNAPHbIX NOCTTMNOKCUYECKUX? N3MEHEHUN;

.MPT ronosHoro mosra: MP-gaHHbIX 332 06beMHble 06pa3oBaHUA, BPOXKAEHHbIE aHOMAIUN PA3BUTUS
BELLEeCTBa r0/I0BHOrO MO3ra He Nosly4eHo. YMmepeHHoe pacmnpeHne cybapaxHonaaibHOro
NPOCTPaAHCTBA B KOHBEKCUTA/IbHOM NOBEPXHOCTU BUCOUHbIX A0/1EM U B peTpouepebennapHon obnactu;

. Y3U: KpnnTOpXm3am, yMepeHHO MOBbIWEHA 3XONI0THOCTb MapeHXMMbl NOYEK — MOCTTMNOKCUYECKUE
n3meHeHua?

- OxoKT: nerkasa gaunatayma npasbix Kamep, PB 61%.



MPT ronoBHOro mosra

19.02.27-10:14:37-STD POLOSIN*NOVOROZHD) MR Study Date: 2019-02-27 19.02.27-10:14:37-STD POLOSIN*NOVOROZHD] MR Study Date: 2019-02-27
Date of Birth: 2019-02-13 SIEMENS Date of Birth: 2019-02-13 SIEMENS
FCSKE VA Almazova oy FCSKE VA Aimazova

Im 13 0f 24

t1_se ¢
Slice thickness 4 mm
512x512

t2_tse_cor_3384_130mm
Slice thickness 4 mm
384 x 384

Apxu1B Bpaya-HeBpoora
Mamaeo# E.A., 2025 r. Buaeo
pa3MmeLLLeHo C cornacua
3aKOHHbIX NpeacTaBuTene



[INHaMKMKa KTUMHNYECKOMN KapTUHDI

19 CYTKM }KN3HU

*CNOHTaHHAA ABUraTesibHasA
aKTUBHOCTb C NOJIOKUTE/IbHOM
ANHAMUKOMN;

*YBennyeH obvem
aHTUIPaABUTALMOHHbIX ABUKEHWN;

eCamocTosTeNbHOe cocaHue
3pPeKTUBHOE C 3 HEeAeNU KU3HU
Yyepe3 PoXKOK. BecoBble npubasku
YAOBNETBOPUTENbHbIE.

ApxuB Bpaya-HeBposora Mamaesoi
E.A., 2025 r. BUAEO pa3meLLEeHO C
Cornacuma 3aKOHHbIX
npeacraBuTenemn



Kakou amnarHos cnegyet npeanosioXUTb B AaHHOM
KAMHNYECKOM Cayyae?

Anddy3Haa mbileyHas rTMNOTOHUA C *KuBbimn CXP
+

BAanoe cocaHue —30HA0BOE NUTAHUE
+

OcobeHHOCTM peHOoTUNA, BKAOYAA ABYCTOPOHHUN KPUNTOPXU3M
g

CuHapom lMNpagepa-Bunnn?

=

MoneKynapHo-reHeTU4YeCKoe TeCTUpPOBaHuUe:
meTunyyscteutesibHasa MNLUP Kputnueckoro pernoHa 15q11-13 => noareeprkaeHa
aAeneuunsa permoHa 15g11.2

g

[unarHos noareepxaeH: cuHapom lNpagepa-Bunnn



[TporHo3 3aboneBaHUA

* [MnoTtanamuyeckoe oxmpeHue nocne 24 mecaues C YyBCTBOM
HacblWweHna => runepdarms (c 8 net u ctapuie)

e [edwnuunt pocta (cpeaHnin pocT y MyK4mnH — 155 cm, y *KeHwWwmnH — 148

cMm)
*  JHAOOKPWHHbIE HapyLIeHMA (TMNoroHagM3m, rMnoTUPEeos, CaxapHbii

Avabert |l Tuna, ueHTpanbHan HaANOYEeYHMKOBAS HEA0CTaTOYHOCTD).

*  WNHTennekTyanbHble HapyLEeHUs

+ noBeaeHYyeckne ocobeHHocTn (OKP, ayTUCTUUYECKME YepTbl, BbICOKasA
TPEBOXHOCTb, MAaHUNYNATUBHOE NoBeAeHUe)

CHuXeHne BocnpuaTna bonu

* [ln3aBTOHOMMUA (TepMoperynsaums, BOAHO-3/1EKTPO/INTHbLIN BanaHc,
raCTPOMHTECTUHANbHAA PYHKLUMA, KapAMOBACKYASPHAA perynaums)

* [bixaTe/NbHble paccTPOMCTBa

Cassidy SB, Schwartz S, Miller JL, Driscoll DJ. Prader-Willi syndrome. Genet Med. 2012;14:10-26.



Cnacmbo 3a BHUMaHuel

\\\‘\\ ;

ApxuB Bpaya-HeBposiora MamaeBou
E.A. 2025 1., $pOoTO pasmelleHo c
Cornacua 3aKoHHbIX
npeacrasuTenemn



