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Epukuna I1.0.
TPYJJHOCTHU JUATHOCTUKHU HEHPO®UEPOMATO3A 1 TUIIA Y PEBEHKA
Hayunwui pyxosooumens: accucm. Ilusniop U.B.
Kageopa gpaxynememckoti u norukiunuuecxou neouampuu ¢ Kypcom neouampuu @HIO
Psazanckuii 2ocyoapcmeenHulii MeOuyuHCKULl yHUgepcumem umeHu
axaoemura Y. I1. Ilasnosa, 2. Pazans

AkTtyajabHocTb. Heitpodubpomarossl (NF) mpeacraBisiror co0oil rpymiy reTeporeHHbIX
pPacCcTpOMCTB, XapaKTePU3YIOIIMXCS Pa3BUTHEM OMYXOJeW MLEHTpalbHOW U Tnepudepudeckon
HepBHOU cucteMbl. CymectByer Tpu Tuna NF: Heiipodhubpomaros 1 u 2 Tuna u mBanHomaTo3. NF1
ABIISIETCA HanboJiee pacpOCTPaHEHHBIM, cocTaBisist 96% Bcex ciydaen. [laTonorust BcTpedaeTcs B
nonyssuuu ¢ yactoro 1:3000.

HeJsb: mpencTaBUTh KIMHAYECKUH cirydail HelipoduOpomarosa 1 Tuna y pedeHka.

Martepuanbl u MeTOAbl. AHaIM3 KIMHUYECKOTO Clly4yass W MEpPBUYHON MEAUIMHCKOU
JTOoKyMeHTanuu pedenka .

PesyabTaThl U uX o0cy:xkaenue. PebeHok ot 2-oii GepemenHoctu (1 OepeMEHHOCTh —
BBIKU/IBINI, 3-51 OEpEMEHHOCTh — 370POBBI PEOCHOK), 1-BIX CPOYHBIX, CAMOCTOSTEIBHBIX POJIOB.
Macca tena npu poxaeauu — 3100 r, muHa Tena — 51 cM, orneHka mo mkaiae Anrap — 8/9 6amios.
Manbuuk poc W pa3BHBAJICSI COOTBETCTBEHHO Bo3pacTy. [lepeHecennnle 3a0osneBanus — OPBU,
BETpsiHAsA ocra. AJUIEProJOrnYeCKUil aHAMHE3 HE OTSTOLIEH.

B Bo3pacTte 3-X et poauTeny BIIepBHIC 3aMETHIIN Ha TeJle peOCHKA MUTMEHTHBIE TISITHA IIBETa
«ko(e c MolmokoMm», K Bpauy-meauarpy He oOpamanuchk. B Bo3pacte 5 neT Malbyuk ObLI
npoonepupoBad B I'BY PO «OAKb umenu H.B. JImutpuesoii» r. Ps3anu mo nmoBoxy GpuOpombl
3aTbUIOYHOM 00nacTu. B 7 neT mosiBUIKCH %anoObl Ha MPUITYXJIOCTh B 00JaCTH MOA00POIKA U IIIEH,
pebeHOK ObUT OCMOTPEH JETCKUM OHKOJIOTOM U F€HETHMKOM B KOHCYJIbTaTHBHO-AMATHOCTUYECKOM
nenrpe I['bY PO «OJKb umenun H.B. JImutpueBoit» r. Psa3zanu. [Ipy 00BEKTMBHOM OCMOTpE:
MHO>KECTBEHHBbIE€ MHIMEHTHBIE ISITHA Ha KOXE TYJOBHMIIA W KOHEYHOCTEH, OIYXOJIEBUIAHOE
oOpa3zoBaHue B o0nacTy moadopojka U meu. Y3 MArkux TKaHe# ieu: B 00JIACTH IPyIUHBI U
BEpPXHE3a/lHEH MOBEPXHOCTH IIEU MOJKOXKHbIE 00pa30BaHUs C HEOJHOPOAHOH cTpykrypoi. MPT
MATKMX TKaHedl men: MP-kapTuHa conmgHoro oOpa3oBaHUs MOJKOXXHOW JKUPOBOM KJIETYATKU
KpaHuoBepTeOpaibHON 001acTu U MATKUX TKaHel meu. [loctaBien nuarno3 — Helipodudpomaros 1
tumna (?).

B aBrycre 2020 roma sl MOATBEPXKAEHUS JAMArHO3a MaJbYUKy OBLIO IPOBEIEHO
MoJIeKyIIspHO-TeHeTnueckoe uccienoBanue B ®PI'bY «HMUL AI'OU um. [Imutpus PoraueBay .
Mocksa: B rene NF1 B sk30He 47 oOHapyxeHa nenenusi oxHoro Hykieotwaa C€.7009delG B
reTEpO3UTOTHOM COCTOSIHUM, NPUBOASAIIAs K CIBUIY paMKH cuuTbiBaHusA. IlocraBineH nuarHos:
Heiipodubpomaros I tuna, rucronornyecku BepuduuupoBaHHas miekcudopmHas HelipoduOpoma
3aTBIJIOYHOM 00JIaCTH CIpaBa.

B aBrycre 2022 roga B ®I'BHY «Mennuko-reHeTnuecknii HayqHbli HEHTP UMEHU aKaJIeMHUKa
H.I1. boukoBa» ObUIO MPOBEIEHO HMCCIENOBAHHWE OMOJOTMYECKOro MaTepuana sSAepHOH CeMbHU: Y
MaTepy W MajbuWKa BBISIBICHA TeTepo3urotHas nenenus B 47 sk3one reHa NF1: NM 000267.3:
€.7009del, NP 000258.1: p.Glu2337fs, chr17:29670035. PexkoMeHjoBaHa IaTOr€HETHYCCKAsS
tepanus npenapatom «Kocenyro». B HacTosIee BpeMs perraeTcsi BOIpoC O €ro 00ecrneyeHuu.

BbIBOABI: JaHHBIM KIMHUYECKUN ciydail mpogeMoHcTpupoBai, uro NFI1 mmeeT BBICOKYIO
CTENeHb BapHaOCIBHOCTH KIWHUYECKOW KapTuHbl. Tounbli amarHo3 NF1  Baxen ms
MHAVBUAYAIN3AlMH KIMHUYECKON IOMOIIN U T€HETUUECKOTO KOHCYJIBTUPOBAaHU. Bpaun-niequarpel
UTPAIOT PELIAOLIYI0 POJIb B YIYUIIEHUH TUATHOCTUKHU JaHHOTO 3a00JIeBaHUsl.
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