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5. OcMOTp reHeTuKa

Mauywvent: CONTIOBLEB MWJTAH ANEKCAHAPOBWY, paTta poxxaenuns: 21.07.2011 (11 ner)

OaTta v Bpemsa ocmoTtpa 17.10.2023, 13.14

Llenp: no 3anucu

¥anob6bi: Ha 3aaepXKy NCUXOMOTOPHOrD PasBUTAA , XOAWUT HEYCTDAUYNBO, HE FOBOPUT.-HAPYLUEHNE
CHa,Xpunnoe AblXaHus C 3NW304aMU anHo3. -NPUCTYNbl CYA0POr BO CHE - FPOMKWIA KPUK, dUKcauums
B30pd, MPUCAXKMBAETCA, ' TOHMUYecKoe HanpsiXeHue Ao 5 CeKyHA, CaMOoKynupyioTcs.

Mpucrynos Het ¢ deepanna 2022r.

JKCnepTHbIM aHaMHes:

Haxoautcs Ha crauMoHapHOM neYyeHuu: He HaxoauTes

Haxoautcs Ha ambynaTopHOM nedeHun: He HaxoauTcs

AHaMHes XXU3HK!

Pe6eHok ot 4 6epeMendHocTU Ha doHe OAIA (1,3 Manbumku 340poBble , 2-9 BEPEMEHHOCTD -
aH3MBpUoHUN) NocTosHHOM . YINB.X®MH, XM, Manosoaus , aHemun , ABO ceHcMbunusauun , B 24 Hegenu,
OTCNOMKa NnaueHThl-?, 3 poaos B cpoke 38 Heaenb ., nytem MKC no nmokasaHWaM CO CTOPOHbI MaTepu
Bec npu-poxaenvu 3580, 54 cM , Anrap 8/8 6an.

Beinucad us poaunbHoro aoma Ha 10-e cyTku.

HacneacTeeHHOCTb MO BPOXAEHHOW naTtonoruu , 3MPP,anunencuu He oTarowera. Otey pe6éHka ymMep B
BO3pacTe 32 ner - BHe3anHas cepaevyHas cMepts ?
AHaMHe3 33bonesanmna:

Pe6&Hok -Ha uHBanunaHocwm ¢ 2014'r

BoneH ¢ 4-x Mec., BnepsLie CyAoporu Ha doHe cybhebpunurera; NnHeBMOHWU. HasHaueH cuba3oH npu
TeMmnepaType, peb&HoK Yyacto 6oneioluii, Cyao0por NOBTOPSNMCh B-oc/ieAytoweM Ha OHE MOoJIHOro
370pOBLA C YacToToM 1 pas B Mecsl, HaszHauyeH JenakvH cupon (MapT 12.1.).

MpoBoanncs HeoAHOKpaTHLIN noabop, cMeHa NPOTUBOCYAOPOXHOI Tepanun , 6e3 ocoboro sddekTa.
Habnwgancsa y anunenronora (r.KpacHoapck)

KoHcynsTuposaH npodec.AiokaHoM ((@paHuus,) C-M [Opase ?

B neyenue nonyyan kennpa 4.5'mMn ytpom v 5 Mmn-seyepoM+knoHazenam 0.5 mr 2

C 2019 roaa pebeHok He NPUHUMAET FAIOTEH, Ka3enH,NaKTo3y,caxap.

B nekabpe 2021 roaa nepeHec KOPOHOBUPYCHYIO MHMDEKLMUIO., Ha hoHEe UH(pEeKUUN-yHaLLleHWe NPUCTYNOB,K
neveHunio AobasneH npenapart ¢avikomMna 4 Mr 1 pa3 B AeHb,Ha doHe npuema anU304bl B BUAES BHE3ANHOMo
nagexus 6e3 yTpaTbl CO3HaHUA ,ycuieHue clioHoTedeHna. OTMeHa caikomnbl anpent 2022r, nageHus
6onee He .OTMEYanuch.

KoHcynsTuposaH anunentonoromM r.Mocksa(leHepanos.B.0)-B sieueHne pekoMeHaoBaH Kennpa 1 mn 2
pasa B AeHb,pueoTpun 0.5 Mr yTpom 1 1 Mr Bedyep.(BbinKcka npunaraercs)

B HacTosLWMUi MOMEHT NonyyaeT Kennpa 1 M1 2-pas3a B eHb,pUBOTPMN -2 MI YTPOM U 2 Mr Beyep.

Pezynetarbl 06cnegqoesaHus:

Pe3ynbrarbl o6cneqoBaHnii:

B33r(2023 )-purM 3amMeaneH,anunentTmdopMHas akTUBHOCTL HE 3aperncTpupoBaHa.

MPT ronoeHoro Mozra(3 Tecna)-npusHakn -acCUMETPUM TUNMOKaMIos,

MPT noacHUYHOro oTaena No3BoHOYHUKA-NaToNnorua He BeisiBneHa.

ZHMIC HWKHMX KOHEeYHOCTEH-HeponaThs A0 akCoOHanbHOMY W Mo AEMUeNNHU3UpYIoLeMy Tuly

cnpaga. oOMOLUUCTUH B KPOBU ~HOPMa

FeHeTuYeckoe TecTupoBaHue Ha uenuakuio no HLA cucteme - reHernueckux npeAnKTopos y fnauueHTa ,
NoBLILAILUX PUCK PasBUTUS LeNWaKkni, He BbIABNERO,

FeHEeTUYECKII PUCK BO3HWKHOBEHWS 1aKTa3HOW HeA0CTaTOMHOCTY = BbiBNEH nonuMopgusM rena MCM6 B
reTepo3urotHoi dopme ( C/T) , NOBBILIAIOWMIA PUCK (DOPMUPOBAHUA NAKTa3HOW HENEPEHOCUMOCTU
B3pOC/Oro TMna,Bpox/aeHHo) anakTasun He BbISBIEHO,

06cnenosad B HUM r,Tomceka., TMC KpoBM - AaHHbIE 338 aMUHOALWAOMATHUMN ; HapyLeHne 06MEHA XUPHbIX
KWUCNOT, MUTOXOHAPWaNbHYI0 NATO/OrMI0 HE BhISBNEHO,

LiuToreHeTUyecknii aHanus - kapuoTun Hopma, 46,xy.

XPpOMOCOMHBIA MUKPOMATPUYHbLIN aHanua B nab FeHomesr 6e3 natonorum .

MonHoe cekBeHupoBaHue ak3oMa (-2017-r MIHL]) naToreHHblX BAPUAHTOB He. BblsiBNEHO.

Bonbuwas Hesponoruyecka s naHesnb. (‘feHoMen 2021r ) - BbIfiB/IeH NATOreHHbIW BapUaHT . B reHe
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SETD1A B reTepo3uroTHOM COCTOSHMU. MyTauuu AaHHOTO FeHa . accoLMUPOBaHHbL-C HapylweHueM
pa3BuTus, NCUXO-HEBPONOrUYECKUMU HapYLUEHUAMU SNUNencuein ¢ paHHUM HayanomM .

BuiaBneH Takxe natoreHHbI BapuaHT B.reHe KCNJ6 - MyTauus B reTeposvroTHOM COCTOSIHUM
OMWUCaHHbIE ¥ NALMEHTOB C PEAKO BCTpeyaiowmmMcs cuHapoMoM KenneHa-JTlo6MHCKOro, NposiBnsaiowerocs
3aAepXKoi pocTa B NOCNepoA0BOM. nepuoae, cneundndeckuMu nuLesbiMy AUcMophuamu,
MUKpouedanuen, nunoguctpoduen, nporepmen.

C uenblo yTOYHEHUs AMarHo3a rnpoBeaeH aHanus cerperaliv B céMbe BbIABAEHHbIX BapuaHTOB B reHax:
SETD1A 1 KCN]6 meroaoM npsMoro cekeHuposaHus no CeHrepy ( Tpno) ot 05.07.2022 r.

BbisBneHa cemeliHas Mytaums B'reHe SETD1A BapuaHT c.2946_2948delGGA ,p.Glu983del. B
reTepo3vroTHOM COCTOAHWMU ( AQHHaA 3aMeHa onucaHa B MeXAyHapoaHoh 6ase AaHHbLIX )

MNpobaxa SBNRETCA 300POBbIM HOCUTENEM CEMEWHOI MYTaUMKN [0 FEHY .TakxXe BbisiBieHa ceMeiHas
MyTauus B reHe KCNJ16 BapuaHT ¢.667 C>T,p:Arg223Trp B retepo3nroTHOM COCTOSIHMN .( AaHHasa 3aMeHa
OTCYTCTBYET B MéXayHapoaHou 6aze aaHHbix GNOMD) ‘ MpobaHa siBnsieTcs 3/10pOBLIM HOCUTESNIEM
ceMenHon Mytauun .floxoxue Mytauuu reHa SETD1A u reda KCNI6 o6HapyxeHsl y MaTepu v 6pata
npobanAa B 3TOM )XKe BapuaHTe B UCCNEAyeMbIX reHax.

Mo pesynbtaTtaM aHanusoB Ha @MUHOKUCNOTHI XXMAKOCTHON XM 0T 04.22:F U opraHM4YecKue KucioTel B
moue metogom MNX-MC o7 08.22 r .~ usMeHeHus MeTabosinToB B CTOPOHY HE3HAUYUTE/ILHOIO MOBbLILLEHUS U
NMOHWXEHUS , PACLEHUBAIOTCA KaK MapKkepbl < BOCManeHua , MHTOKCUKaUuK , BEPOATHEE BCEro HOCAT
TPaH3UTOPHbIN XapakTep . KnuHuyeckas 3Ha4uMOoCTb AaHHbIX NoKasaTenein ManoBeposATHA , NPy TOM
c¢akTope , 4TO pebEHOK HaxoauTcsa Ha 6e3MoNoYHON, 6e3rnTeHoBO AneTe.

O6BbeKTUBHbIN cTaTyc:

Poct 140 cm. Bec 22kr-800 r.

Mpu ocMoTpe HEeHOTUNMUYECKHM - OTMEYAIOTCA MHOXecTBeHHble MAP |

lNpaBusibHOro ; IPOMOPUMOHANBHOIO TENOCNOXEHUSA, NOHWXXEHHOr0 NUTaHUS .

Ko¥Hble NOKPOBbLI CBET/bIE, BONOCH TEMHbIE C HU3KUM POCTOM Ha nby.YepHble 6poBM , CUHOMPUS,
yepHble pecHuubl. Monoea 6paxuuedansHoi GopMbl.OTTONLIPEHHBIE , HU3KO-PaCMOA0XEHHbIE YIlIHbIE
pakoBUHBbI. Tnasa MMHAANEBUAHOM (DOPMBI, 3NUKAHT. [UMonnasus Kpbinbes Hoca.

o BHYTpeHHUM opraHaMm 6e3 ocobeHHocTeit. '

Ob6ocHoOBaHMe:

Y yMETOM Ai@dHHbIX MCCNefoBaHUA NauMeHTa,; CeKBeHNpOoBaHUA, reHoMa npobanaa u cembm,
faToreHeTuyeckas 3Ha4MMOCTb MeTepo3uroTHoIX MyTaunin SETD1A u KCNJ6 B npuunHe 3abonesanus
npobaHaa, He NoATBEPXAAETCA.

OwvarHos:

SmMbpuodeTonaTva. Inunentuyeckas 3HuedanonaTua HEYTO4YHEHHOIO reHesa.He ucknioveH
mynbTuthakTopnaneHelii redes .Heiposocnanenue LIHC. MuToxoHApnansHas AnchyHKuMSA.
AYTOMMMYHHBIVi NPOLECC , BTOPUYHbIA MMMYHOAEDALMT. BTopuyHas thepmeHTONaTUA Ha oHe HapyLieHni
XKKT

PekomeHpo0BaHO:
lMposecmu doobcnedosaHue pebeHka; [lonHoe cekeeHuposaHue 2eHoma GenomeUN|

MoemopHasa KOHC

W gyus nocne 0006cnedosaHus
Kog MKB: G934 4+
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