[ocyaapcTBeHHOe GI0IAKeTHOE YupekaeHHe 3apasooxpaneHus TiomeHcKoi obaacru "TMepunaraibHbiii neHTp" (I. TroMeHb)

- 2, Tromenckas 064, Tiomens r, layaeasHas yJ, 10M Ne 1 xkopnyce 3
BY3 TO Tea.: 8(3452)56-83-59
«MepuHaTtanbHbit LEHTP»
(r. TrOMEHb) [IpoToK0J 0OCMOTPA reHeTHKA
Mauuenr: bpae Aauc JlayneHOBUY Ne kaprsbi: 2025184113
Jarta 19.08.2022 . MyKckoi

Iloa:
poK/1e HHA:

JlaTa ocmorpa: 04.08.2025 11:08

Pocr: 98 cm: Bee: 15,9 kr; HMT: 16,6 kr/m2;

lpeasapurebHbIi AHarHo3: Z31.5

OcuoBHoi# auarnos: Z31.5

JleTa u3anus OCHOBHOIO AHarHo3a: M biueynas auctpodus rowenna. B sk3oHe 14 rena DMD (OMIM 300377) BeIsSBJIEH HOHCEHC Bap UaHT C.
1615C>T (chrX:32573834G>A; NM _004006.3; rs398123865) B reMH3UroTHOM COCTOS HHH.

Pucku:

HaciieacTBeHHOCTD

Cepaeuno-cocyaucrbie 3a0onesanus : Her

3n0KavyecTBeHHbIE HOBoOOpa3oBanus : Her

XpoHuyeckue 60.1€3HH HHKHHX JbIXaTe b HbIX MyTeidi : Her

Caxapubiii auaber : Her

Kypenue: Her .

H30biTOuHBIH Bec: Her

MNanoaunamus: Her

[MoBbleHHOE apTepHaibHOe JaBiaeHHe: Her

HepauuonaibHoe nuTanue: Her

Y ano6b1: B anpere 2025t B 6.X kpoBH BbisiBJIEHO MoBbiiucHue y posus KOK 10 4 256 ME/n.

A KTURHBIX ’Ka106 Ha 1aHHbIM MOMEHT HeT. M ama oTmeudaet y pebeHka Hey KITHOKEeCTb H HEBO3MOJKHOCTD TP birarh.

AHamMues 3a6oneBauus: B anpene npu rocnuranusaumy B OKb Ne2 6b11a B3ATa KpPOBb Ha Ha HEP BHO - MbILLIEYHbIE 3a00/IeBaHuA .

Komcy ibTalus FeHeTHKA C pe3y IbTaTaMi MOJIEKY J1s1p HO- T€HETHYECKOro MCCICA0BaHMS 5

[Manens " HacineacTeeHHble MHONATHK, MHOAKCTp o UK 1 nonuHep onaTuu”

3axmouenue : B sk30He 14 resa DM D (OMIM 300377) BoisiBieH HOHceHe BapHanT ¢. 1615C>T (chrX:32573834G>A; NM _004006.3;
rs398123865) B reMH3MIOTHOM COCTOSI HMM, NP HBOJALLMH K TP €K1€BP EMCHHOH TEp MHHALIMH TP aHC/IA LIMH p.R539%*, HeonucaHHbl B KOHTP 0J1bHOH
seiGopke gnomAD v4.1.0. Hy k1eoTHbIi Bap MaHT OIMCaH B MEKIY Hap OAHOMH 6aze HGM D professional CM 080213], a Takke B Gase LitVary
NALMEHTOR ¢ MblleuHoit aucTpodueii Jrowenna Resch etal., 2021]. B cooTBETCTBHY C P OCCHHCKHUM Py KOBOACTBOM MO MHTEP NP €TaLMK [JaHHBIX
nocnenosarenbHoctd JJHK yenoBeka, BbisiBJICHHbIH Hy KJICOTHAHBIH Bap HAaHT CIEIY €T pacLCHUBATL KaK natorexHblil. CornacHo 6ase naHHpix OMIM,
My Taiu B rede DM D onucaHbl y NMalMEHTOB C MbIIIEYHOH nuctpodueii Trowenna (OMIM 310200) u mMbiLieyHO#H aucrpodueii bekkepa (OMIM
300376), Hacnemy emMbiMé N0 X-CLEIUIEHHOMY PELIECCHBHOMY THITY , @ TAKXKE Y MalKMEHTOB € NWIATAIMOHHOM Kap amomuonaruei, Tun 3B (OMIM
302045), nacneay emoi no X-CLETUICHHOMY THITY .

[1p OTsKEHHBIX Ae/ELHit U Ay IiHKaumii B reHe DM D He oOHapy eHo.

Anamues %#H3HN: AHamHe3 Matepu: | GepeMeHHOCTb M\a, 2 Gep eMeHHOCTB poabl (1eBovKa),3 Gep eMEHHOCTb pObi(1eBouKa),4 Gep EMEHHOCT M\a,
Oep emMeHHOCTL abopT.

Mo ponocioBHO#M €3 0COOEHHOCTEH.

Bpak He Kp OBHOP OJACTBEHHBIH

U3 aHaMHe3a JKU3HU PeOEHOK POIMICA OT 6 Gep eMEHHOCTH, 3 CaMOCTOATENbHBIX POIOB. M atb pebeHKa Ha Y 4ET B KEHCKY IO KOHCY JIbTaLMIO 110
MOBOJY HACTOs LUEH Oep EMEHHOCTH BCTalla BOBpEMs.

PeGeHok pomwics B cpok 40.5 Hen , Macca npy poskaeHnu 3250 r, uiuHa 52 cm. 3akpuuan cpasy.

Ouenka no wkate APGAR - 8 /9 6amuos.

[Mpu poxaeHuu 6'o .

[lepyon paHHeli HEOHATATBHOM aanTalKy np oTeKan 6e3 0COOSHHOCTEH. PeBeHOK Obiy1 BRIMHCAH MO/ HAOMIOIEHHe Y 4aCTKOBOTO ne/iMaTpa Ha 3-€
CY TKH JKH3HH. :

HeonaransHblil CKp UHUHT HOp Ma.

[TpuBHMBKH NO KaJIEHAAp 10.

PazBHTHE /10 I'OJIA; FOJIOBY JEPIKHT C 3 Mec, epeBopadnBaeTcs ¢ 4.5Mec, CUIUT ¢ 9 MEC ,10/32€T C 8.5 Mec, CTOMT y onophl ¢ 9 mec, xoauT ¢ Ir 4 Mec .
Jlo rona rywn. [lepssie coBa 10 roja , Gpaszosas peyb nocie 2 Jier .

Ha" /1" yuere y y3KHX CrIELIHATUCTOB HE COCTOMT. ,

JlaGoparopHo: 6.x kposu ot 17.07.25 bunupy Gun oOuwmit 11,99 MKMOB/1 (5-21)-HopMa, Bunupy GuH npsiMoii 3,21 Mkmonb/n-Hop Ma, [ oko3a 5,29
MmMoJb/71 (4-6,1)-Hopma, ACT 234,79 En/n (0-40)-noesuuenue, AJIT 322,23 Ex/n (0-40)-nossiuenue ,Kp eatnapochokunasa 13 722 EJN/J1 (1,0 -
171.,0) -noBsIlLIEHKE.

MHCTpy MEHTANTBHAA 1HArHOCTHKA:



SHMT or 20.04.2025 Heiip odu3M0I0ruyecKue NpU3HAKK Nep eCTP OMKH MCCIe1y EMbIX MbILLILL MO NEP BUHO MBILLCHHOMY THITY .

YV 3U 6prowHoii nonocti 15.04.25 Dxonp U3HAKK y MEp éHHOH renaroMeraivy. CruieHoMeEranus.

KT 6promnonocru ot 18.04.25 3akmouenue: KT-kapTiHa renartocruieHoMeranuy. JlumdoaneHonarus BHy Tp MOp IOIIHBIX JTIUMQOY 37108B.

O 6B exTHBHBIN cTraTyc: Ha MoMeHT ocMoTpa : Tenocnoxkenue rnp aBHIbHOE, NP ONOp LHOHATBHOC. KosHble NOKpOBbI PU3HOIOTHYECKOH

OKP aCKH,y Mep €HHOMH BJIAKHOCTH, dn1acTHyHble .IT01K0KHO-KMp OBast KJETHaTKa pa3BUTa y MEp CHHO, pacrpeaeieHa paBHOMEpHO. Typrop MArkux
TKaHe#i COXp aHeH.M bllleYHasi CHCTeMA: BU3Y allbHO y Be/IH4YEHHE B 00beME HKP OHOMKHBIX MBILILL, MBILICYHAsA CHla CHIKCHA. KocTtHo-cy craBHas
cucrema - 1edop MMpOBaHHas Criep el rpy AHas KieTka. ['py ObIX CTHIM HeT.

PexoMe HAALHM: -HAOIIOIEHHE H CUMITTOMATHYECKOE JICYEHHE Y Y 3KHX CrIELMAIUCTOB

-KOHCY TbTaLms Heposiora u nposenenre BK 8 TO "JUIPLL "Hanexna’, r. TromeHb, yi1. Xoxpsakosa, 80/1. ( B3saTe Hanpasnenue Gopma 057 Y y
neaMarpa rno M.x)

-06c/1e/I0BaHKE MaTep U METOZIOM MOATBEP Xk AeHUe o CaHrepy Ha npeAMeT Onp eAe1CHHsA HOCHTE/IbCTBA My TallMH B I'CHE DMD.

MKB-10 xoasl

1. OcHoBHoe 3abonesanue Z31.5 I eHeTHYECKOE KOHCY JIbTHP OBaHHE
2. [IpenBapuTens HbIN KTMHHYECKUH auardo3 Z31.5 I'eHeTHueCKkoe KOHCY IbTHP OBAHHE

JOKYMEHTHO AINHCAH
YIEKTPO HHO W NOIHHCBIO
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