IAY3 «KAMCKMW IETCKMN v
MELMLAHCKHA LEHTP, Bbinucka n3 ambynaTopHoit KapTsl

PT,r Habepexnwe Yenmm,
Marusosa [PA/kE PEASAoERes, a/p| 13.12.2019, a/a Pecnybauka TaTapcraH, l'opog HabepexHbie

Ten.: 70-56-31
YenHol, Mp una, flom 34, Keaptmupa 50 CHUC: 20754493368;EHM
1687089786000118;CsuaeTenscTso 0 poxaeHun Poccuitckoit depepauun IV-KB 845484

Ot nepeoit 6epemMeHHOCTH, NpoTeKaBLet Ha poHe YN B 1,2,3 TpumecTtpax, rmapoHedposa 3 €T cnpasa,
1 cpouHbIx onepatuBHbIx B 39 Helenb POAOB (ArOAUYHOE NpeAneXKaHue, MafoBECHbIN NI0A), BEC Npy
poXAaeHun 2555 rpamm, poct 49 cm, okp ron 33 cm, no Anrap 6-8 66, CoctoaHue B NepBbIi AeHb
TAXENOE, B NepBble 4acbl KUCNOPOA03aBUCMMOCTb, Ha BTOPOM AieHb anHo3, nepeseaeHa 8 OPUT MU, rae
nednnack € 15.12.2019r no 17.12.2019r ¢ DS: Liepe6panbHas uwemus 1 creneqn 000 JloxkHan xopaa
K. HeoHaTanbHasn xenTyxa. AgantaunoHHbiv nepuog 8 OMH ¢ DS: 3BYP no rmnoTpopuyeckomy Tmuny
2cT. MopdodyHKUMOHaNbHaA He3peNocTb. AMHO3 HOBOPOXAEHHOTO. HeoHaTanbHan *entyxa. 000, HK
0. AHanu3bl KpoBu Ha TORCH oTpuuaTenbHbl

Ha [I-yuete y HeBponora ¢ poxaeHus ¢ DS: MAUHC: ¢ -m andody3HOM MbIlWEYHOM rMNOTOHUU. CTUrMbI
An3ambpuoreHesa PaHHee pa3BuUTUE C BbipaXKEHHOM 3a4epKKOM: ronoey OEPXKUT € 6 mecaues,
nepesopayneaeTca Ha xmeoT ¢ 10 mecsaues. C poxaeHus nnoxas npubaska B Bece. [lBaxabl Npu
obcneaoBaHUM BbIABAANOCL NOBLILIEHWE NAKTaTa. Kapuotun ot 14.03.2020r -46XX, HOPManbHbIN
YKEeHCKUI KapunoTtun. TMC ot 11.08.2020r-aaHHbIX 3@ HACNEACTBEHHbIE aMUHOALMAONATUMM,
OpraHu4eckue aunaypunm u fledekTbl MUTOXOHAPUANBHOTO GETA-OKUCNEHMA He BbiABNEHO. CyXoBble
BbI3BaHHbIE NoTeHuMansl oT 03.11.2020r-cnyxoBas GpyHKUMA B HOpme . BIIM 84acoB ¢ 3anucbio CHa oT
16.10.2020r: ocHOBHOW pUTM CHOPMUPOBAH B COOTBETCTBME C BO3pacToM. laTTepHbl CHa HOPpManbHbIe.
3nunenTudOpMHas akKTMBHOCTb He 3aperncTpupoBaHa. B 6oApocTBOBaHUM U BO CHe, Bonblue B
Ha4aNbHbIX CTaAUAX OTMEYAETCA BbICOKAA amMnNAuTyAa 6eTa-aKTUBHOCTU B LLEEHTPANLHLIX U BEPTEKCHOM
06nacTAxX, NePUOANYECKU C pacnpocTpaHeHneM anddy3Ho.

MPT ronosHoro mo3ra ot 14.08.2020r - MP-aaHHble YMEpPEHHbIX aTPOPUHECKUX U3MEHEHWIN NONYLLAPUIA
6onbLioro mosra.

O6cnepoBaHa B NCMXOHEBPOIOTMYECKOM otaenexHnmn 8 PrAOY BO Mepsbiit MY um UM CeueHoBa M3
Poccun YAKB ¢ 10.11.2020r no 27.11.2020r DS:ALLMN: acTaTM4YeCcKU-aTOHUYecKan dopma. Henbzs
NCKNIOYUTL HAaCNeACTBEHHYIO NATONIOTUIO; B raCTPOIHTEPONOrMYECKOM oTaeneHmn 8 PrAOYy BO MNepBbin
MTY um U.M. Cevernosa M3 Poccuu YAKE ¢ 05.04.2021r no 21.04.2021r DS: HapyweHue BcacbiBaHuA B
KMLLIEYHNKE HEYTOUHEHHOE. [IUCXONUA KENUHOTO NY3bIPA. PEaKTUBHbIE U3MEHEHUA NOMKENYA04HOM
xenessl. [ILIN. 3apepxka ncuxo-npespeyeBoro, MOTOPHOTO PasBUTUA. ACTaTUUECKM-aTOHMYECKas
dopma. Henb3sa uckniounts HacneacTeeHHyo natonoruto. BMC: OAIM. Oucnnasua TEC.
beslkoBo3HepreTMyecKkan HeJOCTaTOYHOCTD. 3afepxka pusnueckoro passutua SDSpocra-2,17.
CvHapomanbHan 3aaepikKka pocTa?

KoHcynbTUpoBaHa reHeTkom 21.04.2021r.- AnarHo3 HacnheACTBEHHOM NAaTONOMMK YCTaHOBNEH Ha
OCHOBaHWM NPOBEAEHNA XPOMOCOMHOIO MMKPOMATPUYHOTO UCCNeA0BaHNUA- OBHapyKeHa MO3anyHas
MUWKpoAgneuns ydactka 4AMHHOTO naeda 14 xpomocombl, CUHAPOM Aeneunm xpomocomlu';‘v14 g22-
g22(0OMIM 613457). PGA
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MPT 'M ot 25.02.2022r.- MP-npu3HaKku aCUMMETPUYHOI BEHTPUKYNOMEranuu, paatmwp
cy6apaxHOMAaNnbHbIX NPOCTPAHCTB, KOPKOBBIX 6OPO3., NOBHBIX U TEMEHHbIX AONEHA. ’

R =g a4 - \ \
KoHcynbrauma Hesponora FAY3 «1PKB» ot 25.02.22—B,L|,n—a1'0Hquccm-acramqecxan‘cbbply\g,-z

3NMP,
GMFCS IV : '



AY3 «KAMCEKNMI LETCKkMU
MELVUNHCKAR LLEHTP»

! PT.r Habepexkme Yennm, L

4hb‘3%§‘¢'@%ﬁﬁ§fﬁ%ﬁ% TMA pebeHka Ha poHe aAnddy3HON MbILIEYHON TMNOTOHUM NOABUAUCH
FUNEPTOHYC B AUCTAaNbHBIX OTAENAX HOT, CHUKEHME MbILLEYHOI CHAbl. Ha GOHE MHTEPKYPPEHTHBIX
3a60/1eBaHMiA OTMeYaeTCA perpecc B MOTOPHOM Pa3BUTUM: NepecTana nonsarb. OTCTAaeT B GU3MYECKOM
pa3BuTMM. HeCMOTPA Ha perynfapHO NPOBOANMYIO CUMTOMATUYECKYIO TEpPanuIo (neueHne
racTpO3HTEpONIOra, HeBPOI0ra) PeGEeHOK OTCTAeT B MOTOPHOM, NCMXOPEYEBOM Pa3BUTUM, NAOXO

npubaensert B Bece. MepeHecs1a MEHUHIUT CEPO3HbIA.

HeBponoruueckuin cratyc: CosHaHue acHoe. COCToAHME CpeaHe CTENeHU TAXKECTU NO
HeBponornyeckomy aedpuumnty. OKp ronosbl- 44cm. b. p. 3akpbIT. YH HENOCTOAHHOE CxoaALLeecA
kocornasue OWU. ®oHauua, rnotaHue He HapyweHbl. Ha poxe anddysHOM MbILLEYHOM TMNOTOHWUK
CNacTM4ECKMI MMNepTOHYC B ANCTaNbHbIX OTAenax Hor (36). CMP cpeaHeii xuBocTu D=S. Onopa Ha
nepeaHuin otgen cton. Cuna CHUXKEHa (OPUEHTUPOBOYHO 2,56) OBbeM aKTUBHbIX ABUKEHWIA CHUKEH:
roNnoBy yAepPXKUBAeT, NepeBopavynBaLTCs, He NON3AEeT, BOXKEHHbIE NPeAMETbI B PyKaX yAepKuBaeT
HeAoAro. bonesan UyBCTBUTENLHOCTL COXPaHHA. Ta30Bble GYHKLMM HE KOHTPONUPYET. Peun Her,
BOKa/U3MbI. B deHOTMNE: MMKPOCOMUSA, TMNEpPTENOPU3M, TMNepTPOdUA AeceH, BbICOKOE Hebo,
HU3KONOCAXEHHbIE YLLIHbIE PAKOBUHBI.

AnarHos: DS: Mo3sanyHaa MUKpoAeneuma y4acTka A/IMHHOTO naeya 14 Xpomocombl CUHAPOM aeneunn
XpomMmocombl 14 g22- g22(OMIM 613457). G80.8 OpraHuyeckas NaToNOrMA rofI0OBHOrO MO3ra
(ymepeHHble aTpoduueckme UsmeHeHua nonywapui ronoBHoro mosra): [LIM: aToHUYeCcKu-acTaTyeckas
dopma, BbIpaXKeHHOMN CTeneHu, OTCTaBaHue B MOTOPHOM U Ncuxopeyesom passutun, GMFCS IV.
Muonua cnaboit crenexu

PebeHOK Hy»KaaeTca B KOMNNEKCHOM peabunurtauuu.

Hesponor Wakyposa 3¢ 01.08.2022 //9,\ A7
L }(‘1
A&7




TAY3 KIMI]

Poccus, Pecrry6irka Tatapcran r. Ha6epesxubie Yennsl yn. Akanemuka Koponesa 1. 18

IManmenT: Mazuzosa Paruna Ponanosna J{ata poxnenns: 13.12.2019
Ne kaprbr: 16823 Anpec: 423800, 2. Habepescnvie Yeanvi, np-km.um Mycet [Jicanuns, 0.34, k6.50

Ilepeuunblii npuem Bpava: ITeduamp yuacmrogulii

®.1.0. Bpaua: Mapoanwuna A.Y. Jara npuema: 27.06.2022 10:32
Ornenenne: [Jemckan nonukiunuka

Mpuem: 6 MO ¢ neanio: ducnanceproe nabrodenue

O6bexTHBHOE cocTosiHHe: CpenHeil TsokecTH
AJl: 85/ 55 mm.pr.cT. YCC: 96 B MuH. YIIJI: 20 B Mun. Catypaumsi: 99 %. Temneparypa: 36,0 °C.

Pebenok Ot nepsoit GepemeHHOCTH, npoTekasiueii Ha $OHE yrposs! pepsiBanus GepeMeHHOCTH B 1,2,3 TpUMecTpax, ruapoHedposa 3 cT cripasa, | CPOUHBIX ONEpaTHBHBIX B 39
HEJIE/b POJIOB (ATOMMYHOE MPEUIEXKAHHE, MATIOBECHBIH IUI0/T), BEC IIPH POXIEHHM 2555 rpamm, pocT 49 cM, okp ron 33 cM, o Arrap 6-8 6. CoCTOSHME B NIepBbIi AeHb TDKENOE, B
TIEPBBIE 4aCkl KUCIIOPOJO- 3aBUCHMOCTB, Ha BTOPO# A€HB arHod, nepesenena B OPUT ITL, rae neunnacs ¢ DS: Llepe6panbhas numemus 1 crenenn OO0 Jloxmas xopaa JDK.
Heonaranbas xentyxa. AfanTauuonnsii nepuon 8 OITH ¢ DS: 3BYP no runotpoduyeckoMy Ty 2cT. MopdobyHKIHOHATEHAS HE3PENOCTb. ATIHO? HOBOPOXKIAEHHOTO.
HeonaranbHas sxenryxa. OO0, HK 0.

Ha Jl-yuere y HeBposora ¢ poxaenus ¢ DS: TIIITHC:c-m muddy3Hoi Mbinednoit runotoruy. CTurmer 1u3sM6proreHesa. B HacTosmmee Bpems HabmoaaeTcs ¢ auartosom: JeTckuii
uepeGpastbHbIi Napamid: aTOHUYeCKU-acTaTHIecKas GOpMa. PaHHee PasBUTHE C BHIPAKEHHOH 3aJIEPXKOM: TOJIOBY IEPXHT C 6 MECALICB, IEPEBOPAYMBACTCS Ha KHBOT C 10 MecsLeB, K
1,5 ronam - Ge3 nunamuku. C poxeHns mioxas npubaska B Bece, K 1,5 ronam- oTcTaanue B usmeckom passutuy. [lepenecenHbie 3a6onepanus; OPBY, OCTpBIH G6POHXHT,
CEpO3HbIA MEHMHIMT-CTALl JIedeHHe B aexabpe 2021

Anamies 3a0osieBanns | COCTOSHUE B NIEPBEIH JIEHb POTIOB TSDKENOE, B NEPBBIE 9aChl KUCIOPOZI03ABUCHMOCTS, Ha BTOPOH IeHb aITHOd, nepeBenesa B OPUT 11, rae neamnack ¢
15.12.2019 r. mo 17.12.2019 . ¢ DS: Ilepe6panbHas umemus 1 crenenn OOO Jloxnas xopaa JDK. HeonaTasHas xenTyxa. A JaNTaldOHHBIH nepuon B OITH ¢ DS: 3BYP no
runorpodueckomy Ty 2cT. MopdodyHKUMOHAbHAS HE3PENOCTh. ATTHO? HOBOPOXIEHHOTro. HeoHaTamsHas xenryxa. 000, HK 0. Anaymssr kposu Ha TORCH otpuuarensusl Ha
[-ydere y Hesponora ¢ poxaenus ¢ DS: TIIITHC:c-m muddy3Hoit Menmeaso# runotoruy. CTUrmst nu33MOproreHesa PaHHee pa3BUTHE C BHIPAKEHHOH 3a1€pXKKON:TOIOBY JEPXKHT C
6 MeCsILeB, epeBOPaYMBAETCS Ha XMBOT C 10 Mecsiues.C poX/IeHHs TIoXas MPHGABKa B Bece. JBaskze! ipy 06C/IE10BAHMH BBISBIISUIOCH NOBBILIEHHE akTaTa. KapuoTun ot 14.03.2020
r. -46XX, HopMabHbIH xeHCKuii kapuotun. TMC ot 11.08.2020r-1aHHBIX 32 HACTENCTBEHHBIE aMMHOAIIMIONATHHMH, OPraHMYIECKHUE AUy PUMH M 1E(DEKTHI MUTOXOHAPHAILHOrO HeTa-
OKHC/IEHHs He BbLABIICHO. CIlyXOBbIE BHI3BaHHBIE MOTEHIMAIb! 0T 03.11.2020 r-ciyxosas dyHkims B Hopme . BOOM 8 gacos ¢ 3amuchio cha ot 16.10.2020r 0CHOBHOH PUTM
c(opMHpOBaH B COOTBETCTBHE C BO3PACTOM. [1aTTEPHBI CHa HOPMAITBHBIE. OnunenTudopMHas aKTHBHOCTb HE 3aPErHCTPUpoBana. B 60poCTBOBAHMM 1 BO CHE, GOIBIIE B HAYATBHEIX
CTaJusX OTMEYAETCH BHICOKAs AMIUIHTY A 6eTa-aKTHBHOCTH B LIEHTPAIBHBIX M BEPTEKCHOM 06/1aCTSAX, IEPHOIMYECKH C pacnipoctpanenneM nuddysto. MPT ronosHoro Mosra ot
14.08.2020 r.- MP-ziaHHBIe YMEPEHHBIX aTPO(HYECKIX M3MEHEHHH MOy mapHii GonbIoro Mosra. O6cienoBana B TICHXOHEBpoIoru4aeckoM otaenenuu 8 PI'AOY BO Ilepsoii MI'Y
uM UM Ceuenoa M3 Poccuu YJIKE ¢ 10.11.2020 r. mo 27.11.2020 r DS: ALIT: acraTH4ecKu-aTOHUYECKAs (opma. Heb3s HCKIIOUUTB HACIENCTBEHHYHO NIATONOTHIO, B
racTposHTeposoruyeckoM oraeneHnuis PI'AOY BO Ilepsbiit MI'Y um UM Cedenora M3 Poccuu VIIKB ¢ 05.04.2021 .r mo 21.04.2021 r. DS: Hapymenue BcachiBaHus B
KHMIIEYHUKE HEyTOYHEHHOE. JIUCXOIIHS XKEIMHOTO My3bIps. PeakTHBHEIE M3MEHEHHS MODKEITy I0YHOM xenessl. JLITL 3azepxka TICUXO-TPEIPEYEBOr0, MOTOPHOTO PA3BUTHS.
AcratiyeckuaToHndeckas $popma Helb3s HCKIIOUMTS HacTenCTBERHYIO Matosormio. BIIC: OATI. Jlucrunasus TBC.BenkoBosHepreTHYecKkas HEAOCTATOYHOCTb. 3a/IEpkKa HIUUECKOTO
passutus SDS pocra-2,17. CunnpomaibHas sanepxka pocta? KoucymsTupoBasa reserrkom 21.04.202 1r- Jlnars03 HaCJIEICTBEHHOM NATONOIHK YCTAHOBIIEH HA OCHOBAHHH
TPOBE/CHHS XPOMOCOMHOrO MHKPOMATPHIHOIO HCCeN0BaHHs- OGHapyskeHa MO3aIHas MUKPOENEIIHs y4aCTKa IIMHHOIO TUteda 14 XpoMocoMbl, CHHAPOM Je/eLH XpOMOCOMBI 14
g22- g22(OMIM 613457).

MPT ronosHoro mMosra ot 25.02.2022 r.-MP-KapTiHa aCHMMETPHIHOH BEHTPHKYIOMErauH, PaCLIMPEHHBIX Cy0apaXHOMIANBHBIX IPOCTPAHCTB U KOPKOBBIX 6003/ NOGHBIX U
TEMEHHBIX A0JEH

Koucynbtnposana nespororom TAY3 " JIPKB" 25.02.2022r-[lerckuit nepebpanbHbii TNapauy: aTOHUYECKH-acTaTHIeCkas opMa, 3aiepkKa ICHXOMOTOPHOro pa3sutus , GMFCS [V/
B npouecce pocta u passutys peGenka Ha hoHe mudbdhy3HOMN MBIIEIHON TMIOTOHUH TTOSBUIIHCH THTIEPTOHYC B IMCTAJIBHBIX OTAENAX HOT, CHIDKEHHE MbIiIeqHoM cuiisl. Ha doune
MHTEPKYPEHTHBIX 32601€BaHMH OTMEYAETCH PETPECC B MOTOPHOM Pa3BUTHH. OTCTaET B DM3NIECKOM PA3BUTHH. HecmoTps Ha peryisipHO MPOBOIMMY 0 CHMTOMATHYECKYHO TEPAITHIO
(WI€YEHHE raCTPOIHTEPOIIOra, HEBPOJIOra) PEGEHOK OTCTAET B MOTOPHOM, TICHXOPEYEBOM Pa3BHTHH, ILTOXO npubasiser B Bece.

OOBEKTHBHO :

Bec 7800r, poct 79,5 cm

JKano0bl Ha OTCTaBaHHE B MOTOPHOM Pa3BHTHH: HE TON3AET, HE CHIMT, IIEPEBOPAYMBAETCA; ILIOXO npubaBIseT B BECE U POCTE, HET CJIOB B PEYH, CHIDKEHHBIH ATMETHT.

CocrosiHue cpeHeit TDKECTH 10 3a60/1eBaHMI0. KOXKHEIE TOKPOBBI YHCTBIE, CyOuKTepHIHBIE, Typrop TKaHe# CHibkeH. [10/IK0XHO-XMpOBas KIIETIATKa Pa3BHTA C1a60. Mabiii 1
6OJIbINOH POAHUHEOK 3aKPBITEL [HIIOTOHYC MBI, 3eB PO30BBIM, HANIETOB HET. SI3bIK BIaKHbI. B IErKHX JbIXaHHE nyspuibHoe 6e3 xpumos. YJI 24 B MuH. TOHBI CEpALla PUTMHYHBIE,
scubie, YCC120 B MuH. JKuBoOT Msrkuit, none3smyt. ITedens +0,5 cM u3-noxa kpas pebepHoii TyrH, cenesenxa He naybmupyetcs. CTyJ1 Pery ApHbIH, MOYEHCITyCKAaHHE CBOGOMHOE.
DyHKIMIO Ta30BBIX OPraHOB HE KOHTPOJIMPYET.
Hesponoruaeckuii aeduumr. Henocrosmuoe cxonsmeecs kocornasue. DOHALMS, TIIOTAHHE He HAPYLIEHBI. TICHXHYECKHit CTaTyC 3a/iepXKaH.

J3: G80.8 Opranuyeckas MaToNOrHs FONOBHOTO MO3ra (YMEpPEHHbIE arpoduuecKue H3MEHEHHUs! TI0JTy IAPUIA TONOBHOTO Mo3ra ): JleTckuii LepeOpalibHbIN Mapai: acTaTHYEeCKH-
aToHMyeckas GopMa, 3a/1IEpHKKa TEMITOB [ICHXO-PEYEBOT0, MOTOPHOTO PA3BHTHSL.

K 90.9 Hapymenue BcachiBaHHs B KHIIEYHHKE HEYTOYHEHHOE

K82.8 JTucxomus xerdHoro my3sips

K86.8 PeakTHBHBIC H3MEHEHHS [IO/DKEITY 10YHOM XKEIE3bI

Q25.0 BpoxnexHbIi nopok cepaua-OTKpbITsIH apTepuambHbiii mpotok ,HK 0

E43 BellkoBo-3HepreTHuecKas HEMOCTATOYHOCTS. 3a1epxKa (U3HIECKOro passuThs (SDS pocta -2.17). CHHIpOMalbHas 3aJepka pocTa

Q99.8 Mosan4Hasi MUKPOZENEIHs Y4acTKa JIMHHOTO IUieda 14 XPOMOCOMBI. CunppoM nenermu xpoMocomsi14 g22-g22(OMIM613457)
HS52.1 Muonus cnaboii crenenu

K40,2 TNaxoBasi rpeDKa By CTOPOHHSS

Pexomennaumw :

OCMOTp HEBPOJIOra 2 pasa B IOJI, CHMIITOMATHYECKas Tepanus (HelpoMeTabomueckas)
HabmozeHue oprorena

3aHATHA C IICKHXO0JIOIOM, JIOI‘OHCJIOM-}ICQ)CK'I’OHOFOM, Ha0moneHue Kapnuonora,xnpypra,3rmoxpm-lonora,racrpoamponora,oxymlcra

CIOXHAs OpTOne/Myeckas 06YBb Ha XOJIOMH. U YTEMILICHHOM MONKIANE -4 napsl
TYTOp Ha JIOKTYBOH CyCTaB-2 IITYKH

TYTOp Ha Jly4e3ansCTHbIA CycTas

KOPPEKTOP OCaHKH-2 pa3a B roj

TYTOp Ha BCIO HOTy- 2 pa3a B rog

MPOTHUBOIPOJIEXKHEBAS TTOAYLIKA

CaHMTapHBIH CTYJI C OCTAIEHHEM

KpECI0-KOJIsICKa POy I04Has, KPECIIO-KOJISCKa KOMHATHAs (IIMPHHA CHIEHbs- 19 M, BbICOTa CHAEHBS- 19 CM, ITy6MHA CHIEHBS- 23 CM, BBICOTA MOANOKOTHUKA- 13 cM)
opTonenuyeckue O6proku

OI0pa JUIs CHIEHHUS

oropa JUsi CTOSHUS

TOAry3HHKH 3 LUTYKH B 1IeHb (Bec- 7800 rpaMM, OKPy>KHOCTb TATMH-42CM, OKPYKHOCTb 6enmep -45cm)

uazno3: G80.8 201 YepebpanbHbLil NAPANUY :AMOHUYECKY- acmamuyeckas hopMa BbIPANCEHHON CMeNeHY . OMCMABAHUE 8 MOMOPHOM T NCUXODEYEEOM DABGUMUU . CUNODOM
HApYUEHUA YHKYUU MA306bLX OP2AHO8 (HeAepIUCAHUE MOYYU U CIYId ).

3akiayeHue

uazno3: G80.8 20U yepeo, bHbIU NG, U4 AMOHUYECKU- acmamu4ecKkas )opma by 'CHHOU CMENeHU , OMCMAaganue 8 MOMOPHOM U RCUXOPEHEEOM DAZEUMUU , CUHODOM
Ha, CHUA HKHUU MA308bLX OP2AHOE (HEOePHICAHUE MOYU U CTYAA ).

Bpau__ /Mapoanwuna A.Y./
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Homep 053599442 Kapra 18196/2020

®amuimmn Maeuszosa Paruna Ponanosna (13.12.2019)

Oprasmzanuns

Bpau [llecmonaioea Enena Anopeesna

Hamnp. qiuarnos 3adepoicka ncuxomomopno2o pazeumus

[IyHKT npefickypanra 8. /4 Xpomocomuwlii MukpoMampuynvlii anaiu3s

MeToabl HeC/Ie10BAHUA: XPOMOCOMHBLU MUKDOMAMPUYHBLU AHAAU3 C UCHOIb308AHUEM
01UCOHYKIeOMUOHbIX Mukpomampuy Affimetrix CyvtoScan HD. Paszpeuienue 25 m.n.n. (N
106/20).

JaKouerue:

Mounekyisipabiit kapuoTui (coraacHo ISCN 2016):

arr{GRCh37] 14q11.2(20512610_22878421)x1-2 [0.30]

[. O0HapyKeHa MO3aMYHAA MHKPOJe/IeNHA YIACTKA JIHHHOTO mie4a 14 xpomocombl,
HEeH3BECTHOMH KIMHUYECKOH 3HAaUMMOCTH (YpoBeHb Mo3annu3ma 30%).

Jlokanumzauusa mukpoaeneuuu: 14qll.2 20512610-22878421
Pasmep: 2 365 811 m.H.

[ 'ensl, BXoasiuue B obaacth geaeuun: OR4LI, OR4K17, OR4NS, ORIIG2, ORIIHG6, ORI IH4, TTCS,
CCNBIIPI, SNORDI126, RPPHI, PARP2, TEPI, KLHL33, OSGEP, APEX], TMEM558B, PNP,
RNASEI0O, RNASEY, RNASELlI, LOC254028, RNASEI2, OR6SI, ANG, RNASE4, EDDM3A,
EDDM3B, RNASEG6, RNASE1, RNASE3, ECRP, RNASE2, METTLI7, LOCI101929718, SLC39A2,
NDRG2, MIR6717, TPPP2, RNASE[3, RNASE7, RNASES, ARHGEF40, ZNF219, TMEM253,
ORSAUI, LINCO0O641, HNRNPC, RPGRIPI, SUPTI6H CHDS, SNORD9, SNORDS, RAB2B,
TOX4, METTL3, SALL2, OR10G3, ORI10G2, OR4E2, OR4E]

B obmenonynanuonHo#i 0aze qanHbix DGVITOT BapraHT HE BCTpEYaeTC.

B 0ase kmandeckux gaHHbelX DECIPHER onucansl Mukpoaenenuu ¢ OJIM3KUMH KOOpIHHATaAMH HJIN
MEHBIIIETO pa3Mepa, BXOSIIETO B OIUChIBAEMYIO 00/1aCTh ASICLHH, ¢ OHU KIacCH(UIMPOBAaHb]
Kak BeposaTHO naroreHHbld BapuanT (ID: 401708), natorennsiid (1D: 126,383504), 1 BapuaHThbl ¢
HCHU3BECTHOM KJIMHUYECKOM 3HaunMMOCThIO (IDs: 977, 2210),



B Gaze mampelx OMIM anHotHpoBaH cuHapoM denerun 14qll-q22 (OMIM # 613457).

ACCOLIMMPOBAHHBIA ¢ JIENENUAMHU Pa3IMYHOrO pasMepa B paioHe ql1-gq22 nauHHOTO TJIE4a
XpoMOcOMBI 14.

B nuTepaType omucaia cBs3b MHKpojenenuu paidoHa 14ql1.2 ¢ 3anepixkou 1CHMXOMOTOPHOIO

pa3BUTHUS, Makpouedaivel, TUUEBLIMH IM3MOPOHAMH (BbICTYNAIONIMH 100, THIEPTEIOPH3M,
[IKpOKasi TIEPEHOCHUIIA, HU3KOPACTIONOKEHHBIE 1e(pOPMUPOBAHHBIE YIIHBIC PAKOBUHBI, KOPOTKAs
miest), TUIIOTOHMEH, runonnasuei Mmozoaucroro Tena («Novel deletions of 14q11.2 associated with
developmental delay, cognitive impairment and similar minor anomalies in three children» Zahir,
F. et al.. 2007: «Defining the breakpoints of proximal chromosome 14q rearrangements in nine
patients using flow-sorted chromosomes» Kamnasaran D. et al., 2001). B nenasunx
HCCIEIOBAHMAX HAJIM4YMe XxapakTepHoro ¢exotuna mpu aeneuuu 14ql1.2 cBA3BIBAKOT C
nenenuaMa u myranusmu rena CHDS (610528) («A distinct neurodevelopmental syndrome with
intellectual disability, autism spectrum disorder, characteristic facies, and macrocephaly is caused
by defects in CHD8» Yasin H. et al., 2019).

2. V4acTKH NOTEPH reTePO3UrOTHOCTH, COJICPIKALME ICHBI, CBA3AHHBIC C (eHOMEHOM UMIIPHUHTHHIA.,

OTCYTCTBYIOT.

O61mas MPOTHKEHHOCTh YYACTKOB [IOTEPH IE€TEPO3UTOTHOCTH, Pa3MEPOM 3 MIIH. IL.H. U doutee,

COOTBETCTBYET nonynsuuoHnoi (0,14%).

Pe3yibTaThl XPOMOCOMHOIO MUKPOMATPHYHOIO aHAJIK3a JI0/DKHBI ObITh HHTEPIPETUPOBAHBI BPAOM-

I'EHCTHKOM.

Pexomengyercsi: KoHcynprauus Bpa4a-reHETHKA.

Tata: 15.11.2021

buosor, K.0.H. ] g%.;,__ Mapxkopa K.I".
Bpau-1abopaTopHbIid FreHETHK Mapnar E.T".
3aB. nabopaToOpHEH, 1.M.H. .\ [IInnosa H.B.
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MOBAHIIH3M [*m:Hc:: 20%). TOUCHHBIE MYTALIHH. & TAKKE MUKPOICICUHH/ MHRPOLY pazmepom menee 25 kb, B oTuer ne
BKJTIOUEH bl HEMATOIeHHBIE MHKPOACICIIMH/ MAKPOIYTHIMKALIMH.



deiepalibHOE rOCYIapPCTBEHHOE OIOKETHOE HAyYHOE YIPEKICHUE

"MEJAKO-TEHETUYECKHUN HAYUYHBIA HEHTP
UMEHU AKAJTEMHWKA H.I1. BOYKOBA"

115522 r. Mocksa, yiI. MockBopeudse, A. 1 21.04.2021
+7(495)111-0303

3AKJIFOYEHHUE

Marusosa Panmna PomanoBaa (13.12.2019)
Maruzosa Oxkcana IOpreBHa (17.12.1994)

[ IpuHHEI KOHCY/IBTALINH.
3aJiep’KKa ICUXOMOTOPHOIO pa3BHTHSA

YKano6s1 Hau 3aIePKKY IICHXOMOTOPHOIO (PU3MYECKOTO PA3BUTHAL.

AHaMHe3 bepeMeHHOCTh nepBas poTeKasa ¢ Yrpo3oi NpephiBaHUs Ha MPOTSHKCHUH BCEH
6epemerHocTr,3BYP.Poxs Ha 40 Henene recrarmu.IImanoBoe kecapeBo cedeHre.Bec Ipy poXACHUH
2555/47 IlepeBenena B OPUT HOBOPOXIEHHBIX C Juar€o3oM JlpixarenbHas Hegoctarouynoctb.Ha MIBJI
cyTku.Brmucana B 1 Mecsin.Pa3BuBasiach ¢ 3aepKKOi TEMIIOB MOTOPHOTO,[ICHXHYECKOT0,(pH3HIECKOr0
pa3BUTHA.

Anamue3 3a6onesanusa. Habmonaercs HEBPOJIOroM ¢ poxaeHHs ¢ quarto3oM JILI1T ActaTHaecKku-aToHHYECKas]
¢popma.O6cnenosana reetukoM Kapuorun 46, XX. TMC-niatonoruu He BbISABICHO.

[IpoBenero MPT ronoBHOro Mo3ra ATpodideckie U3MEHEHHs NOyIIapuii 601611010 Mo3ra. JJucIoKalHs
MHHIAJIHH MOKETKa.

OcmoTtp.CocrosHAE yaoBiaeTBopHuTeIbHOe. Ha ocMoTpe criokoina.Poct 72¢M Okp.ronossl 43cM.Bec
6xr.BripaxkeHHas runoTpodus.3anepikKa ICHXOMOTOPHOTO Pa3BUTHS. YIEPKHUBAET rOJIOBY. YMEET I0JI3aTh Ha
sxuBoTe. BeTaeT Ha yerBepeHbkr. He canutes. He Bctaet.Koxa enTymHEI# OTTeHOK. JKHBOT MSATKHA
0e360se3neHHbIi. CTyN peryJIspHBbIi.

B heHOTHUIIE MUKPOCOMMS, THIIEPTEIOPU3H, THIIEPTPO(HS AECEH.BEICOKOE HEO0, HU3KOMOCAKEHHBIE YIIIHBIC
PaKOBHHBI. MAKPOTHS,CHHO(DPH3.yBEIIMUEHHUE TPYIHBIX Kele3.

JInar"o3 HacJieICTBEHHOM IIaTOJIOTMH YCTAaHOBIIEH HA OCHOBaHUHM ITPOBEIEHUS XPOMOCOMHOI0
MHKPOMAaTpHYHOro uccienopanus. O6HapyxeHa Mo3andHas MAKPOZIEIeIHs y9acTKa JUIMHHOTO Iieda 14
XPOMOCOMEL.

CunapoM Jenenuu xpomocomsl 14 ql11-q22(OMIM 613457)

BBITH NpeaIoKeHB! ¥ MPOBEAEHEI HCCIIEOBAHUS
31.07.2020 ITpuem HpEI[GCTaBJIEHH{}I‘D 6UOIOruYecKoro Mareprana (0opas3oB KpOBH)
31.07.2020

16.11.2020 I'TpueM (0cMOTp, KOHCY/IBTALlMs ) Bpa4a-reHeTHKa, MEepBHYHBIN
16.11.2020 B3aTtie kpoBH U3 nepUPeprIeCKON BEHEI

16.11.2020 XpoMOCOMHBIM MUKpPOMaTpHUYHBIN aHATIN3

08.04.2021 I'Ipuem npeaocTaBiIeHHOro OMOIOrHYECKOr0 MarepHalia (uﬁpazuc}
08.04.2021 Ilpuem obpa3iioB MOUH

08.04.2021 KomuuectBeHHoe onpeaeneHue ['Al’ B Moue




F

08.04.2021 OmromepHEIi 3nexTpodopes [Al" Moun (MykonocaxapuIsl HE3aBUCHMO OT THIIA)
08.04.2021 alpha-D-manHo3ua3a (alpha-mManno3uno3, MIM 248500)

08.04.2021 Cxpununr-rectsl Ha JIBH-3 (onpeenenne akTHBHOCTH TM30COMHBIX (PEPMEHTOB B IIATHAX
BBICYIIEHHO¥ KpoBH: MaypoHarcyiabdarasza (MIIC II), N-anerui-a-D-rmoxozamunraasza (MIIC I1IB),
N-aneTunranakTo3aMuH-6-cyisdar cyibdarasa (MIIC IVA), apuncynsgaraza B (MIIC VI), Tpunentia

08.04.2021 Cxpunuar-trectsl Ha JIBH (onpeaenenne akTUBHOCTH JIM30COMHBIX (PEPMEHTOB B IIATHAX
BBICYILIEHHOM KpoBH: B-D-rmoko3uaasa, a-D-rimoko3niasa, a-L-uaypoHuasa, c(pUHroMHueIINHA3A,
rajakroiepedbpo3naasa, a-rajlakro3u,1asa)

21.04.2021 IIpueM (0CcMOTp, KOHCYJIBTAIMA) Bpada-T€HETHKA, IIEPBHYHBIH

[Iomy4eHE! pe3yJIbTaThl:
XpOMOCOMHBIH MUKPOMATPHYHBIN aHaJIN3
Monekynspasiii kapuoTun (coracHo ISCN 2016):

arr[GRCh37] 14q11.2(20512610_22878421)x1-2 [0.30]

1. O6Hapy)xeHa MO3audHas MHKPOJIEIEIMS YIacTKa [UTMHHOTO Iu1eda 14 XpoMOCOMBI, HEM3BECTHOM
KJIMHUYECKOM 3HAYMMOCTH (YpoBeHb Mo3aunuima 30%).

Jlokammsanusa mukpoaenenun: 14q11.2 20512610-22878421
Pasmep: 2 365 811 m.H.

[ensl, Bxomasmue B 06macts aenemn; OR4L1, OR4K 17, OR4NS, OR11G2, OR11H6, OR11H4, TTCS,
CCNBI1IP1, SNORDI126, RPPH1, PARP2, TEP1, KLHL33, OSGEP, APEX1, TMEMS55B, PNP, RNASE10,
RNASE9, RNASE11, LOC254028, RNASE12, OR6S1, ANG, RNASE4, EDDM3A, EDDM3B, RNASES,
RNASE1, RNASE3, ECRP, RNASE2, METTL17, LOC101929718, SLC39A2, NDRG2, MIR6717, TPPP2,
RNASE13, RNASE7, RNASES, ARHGEF40, ZNF219, TMEM253, OR5AU1, LINC00641, HNRNPC,
RPGRIP1, SUPT16H, CHDS, SNORD9, SNORDS, RAB2B, TOX4, METTL3, SALL2, OR10G3, OR10GZ2,

OR4E2, OR4E]
B obmenonynsamuonHo 6a3e nanHeix DGVITOT BapHaHT HE BCTPEYaeTCsl.

B 6a3e xmanueckux aaHHbeix DECIPHER omucarsl Mukpoaenenuy ¢ OIM3KUMM KOODIUHATAMH UITK MEHLIIETO

pa3Mepa, BXOIALIETO B ONMCHIBAEMYIO 00J1aCTh JENIeIiH, [7I€ OHU KJIacCH(UIIMPOBAHEI KaK BEPOATHO
narorennsii Bapuant (ID: 401708), narorennsii (ID: 126,383504), 1 BapuaHTE! C HEU3BECTHOM KIIMHIMYECKOH
3HauuMocThio (ID's: 977, 2210).

B 6a3e nanaeix OMIM anHOTHpOBaH cHHApPOM aenenud 14q11-q22 (OMIM # 613457), accOMAPOBAHHBIH C
IeeMsIMHE Pa3IMgHOro pasMepa B paioHe q11-q22 AIUHHOIO 1UI€4a XpOMOCOMEI 14.

B maTeparype onmcaHa cBS3b MUKpoJelienuu parioHa 14qll.2 ¢ 3amepKKol ICHXOMOTOPHOTO Pa3BUTHA,
Makporehanuei, TUIeBEIMHA TU3MOp(HUAMH (BRICTYAIONIAH 100, THIEPTEIOPU3M, IIHPOKAs IEPEHOCHLIA,
HU3KOPACIIONIOKEHHEIE Ie(DOPMHUPOBAHHEIE YIIHBIE PAKOBUHBI, KOPOTKas LIes ), TMIIOTOHUEHN, THITOTUIA3HeH
mo3onmcToro Tena («Novel deletions of 14q11.2 associated with developmental delay, cognitive impairment
and similar minor anomalies in three children» Zahir, F. et al., 2007; «Defining the breakpoints of proximal
chromosome 14q rearrangements in nine patients using flow-sorted chromosomes» Kamnasaran D. et al.,
2001). B He1aBHUX MCCIIEIOBAaHUAX HAIMYHE XapaKTepHOro ¢eHotuna rnpu aenenuu 14q11.2 cBA3BIBaAIOT C
penermsamMu u Mytamsmu reaa CHDS (610528) («A distinct neurodevelopmental syndrome with intellectual
disability, autism spectrum disorder, characteristic facies, and macrocephaly is caused by defects in CHD8»
Yasin H. et al., 2019).

2. Y4acTKH OTEPU IeTEPO3UTOTHOCTH, COZIepXKAIue TeHbI, CBA3aHHbIe ¢ HEHOMEHOM MMIIPUHTHHTA,
OTCYTCTBYIOT.

O6mas MPOTHKEHHOCTh Y4aCTKOB IIOTEPH FeTEPO3UTOTHOCTH, pa3MepoM 3 MJIH. IL.H. M HoJiee, COOTBETCTBYET
nonysuuorHou (0,14%).

Pe3synsraTel XpOMOCOMHOIO MUKPOMAaTpUIHOIO aHAIK3a JI0JDKHEL OBITE HHTEPIIPETHPOBAHEI BPa40M-T€HETHKOM.
Pexomennyerca: KoHCynbTaims Bpaya-reHETHKA.




»

Cxpunuar-tectsl Ha JIBH (onpeneneHue akTHBHOCTH JIA30COMHBIX (DEPMEHTOB B IIATHAX BBICYIIIEHHOH KPOBH:
B-D-Timroko3ua3a, a-D-rmoko3naasa, a-L-uayposHuaasa, cpMHroMHeMHa3a, rajakronepedpo3uiasa,
a-rajaxKTo3ujasa)

AKTHBHOCTh U3MEPEHHBIX JIM30COMHEIX (DEPMEHTOR B Ipejieiax pe(epeHCHBIX 3HaYECHHIA.

alpha-D-manno3ua3a (alpha-mMarn03u103, MIM 248500)
aKTHBHOCTh M3MEPEHHBIX JTM30COMHBIX (PEpPMEHTOB B Npe/ieax peepeHCHbIX 3HAYCHUNA.

[10 pE3yiibTaTaM HCCICAOBAHUA JaHHBIX 34 HACJICACTBCHHBIC aMHHOAIMAOIIATHH, OPraHHYCCKHUC allHIYPHH H
IEE(IJEKTBI MHTOXOHIPHAJIBHOT'O OeTa-OKHCJIEHUS HE BBISBIIEHO.

KomuuectBenHoe onpeaenenue ['Al° B Moue

BEIIO IpOBEZIEHO KOTMYECTBEHHOE H3MEPEHHE ITIMKO3aMHUHOITIMKAHOB B Move. O0mmas koHieHTpanus [ Al
coctaBmia 11,8 Mr/MMomb KpeaTHHHHA ITPH BO3pacTHOM HOopMe 3,3 - 40,0 MI/MMOIE KpeaTUHUHA.

PexoMeHIamu;

Habmonenue
3HOKPHHOJIOTa,FaCTPOIHTEPOJIOTa. HEBPOJIOTa,0pTOoneia,0(pTaisMoiora,peadbuimrosora. e )eKrosiora

KoHnTpoib pocTa,Beca.OKp.rojioBel

DXOKI KOHTPOJIb

Y3Uoopranos Op.MmoJIoCTH KOHTPOJIb 1 pa3 B 6 Mec
b/X aHayin3 KpOBH KOHTPOJIb

KnuHngeckuil ananu3 KpoOBU KOHTPOIIb

Houno#t BDOI' MOHUTOPHHT KOHTPOJIb
Habmonenue B TMHaAMUKE

Bpau reHeTHK



