DenepansHoe rocyfapeTseHHOE GIOKETHOE HAYYHOE YYpexaeHHe
"MEJRKO-TEHETHYECKHI HAYYHBII IIEHTP
HMEHH AKATEMHKA H.IT. BOUKOBA"

115322 r. Mockea, yn. Mockeopeuse, 1. 1 12.01.202]
+7(495)111-0303

3AKJIIOYEHME

HemenTrena Codis Heanosra

[pHYAHE KOHCYIBTAIHA;
Pefernox Hanpas/ieH ¢ NENBIO YTOYHEHHN QHATHO3A — cREApoM CoTtoca.
Hanobet na GHICTpHIE TEMITE! POCTE, 3RAEPRKY NCAXOPEIEBOT0 PASBATHS, HHIKHH MumeHE TOHYC,

Pesymetars: xMIHEKO-TeHETHYECKOTD aHAMHE3A ¥ ofcnenopanms:

Amnamnes xusHB: ot | GepemenocTs, B GoHe MHEOTOBOHA B 3 TPHMECTE, ILIAHOBOE K/cegenne (A3-3a
MHoroBonHx) B 36men., Gonee 5n. ofn sox, Bec 4100r, poct 57cM, oxp. ronossl 39%M, okp. rpyme 37cM, no
Arrap 6/8 Gannos, X rpyns NpHAOKEH! HA 2 CYTKY, IPY/Ak HE B3AIA, C-M YTHETEHRS, Nepesenena 8 OITH na 7
cyTxH, Bainucada Ha 12 cyreu: Lepebpansnas muesus ler., c-m yraererns, BXK let. cresa. Xenryxa cp.cT.
PanAee NCHXOMOTOPHOE PAIBHTHE: CHINT ¢ TMeC., XOIHT C roAa, MEPRIE clioBa K 2-M rofam, ¢ | xiacca yauTcs
B MIKOME MO CNEN, MpOrpaMMe, 3aK0HYHNIA 2 Knace.

TTepenecennste saGonesanua: YA3ZH OU ycranosnena 8 3 rona. C 7-8 net oxnpesne.

PesyneTatsl panee mposeleHHRIX necnegosanmii: 46, XX — nopMamsrit sencinit, KT r/mosra 29.07.16r. -
DPHIHEKH PeIRIYANBHEIX HiMeHeRIHA 1/Moara, BEYTPEHHAS yMepeHHas MOHOBEHTPHEYISPHAR IHApoLedaHa
CRepa, yMepeHHAA HapyxkHas ruapouedanas. 30T cxa 44, ot 21,04.20r, — 3MHAKTHBROCTE PETHCTPHOYETCH B
nesoil nobroit ofmactu (sneperie Buaanena). MPT r/mosra sannanepoBano B cerTabpe. Kocramft sospact
08.08.20r. 8 9 net wa 11 ner. ¥3H 6p. monocTd — renaToMeramns.

Pomocnopras HacnencTaeHHON natomornelt we otaromena, Poct mareps 160cM, poct otma 178cm.
Komnersansrsiit ocmotp ¢ Jesmrodt HLA.: poct 150cm (>97m), Bec 74xr (>97), oxp. ronoes: 58cm (>97m),
tpH3HYeCKOE PAIBHTHE SHAYMTEEHO PERLINACT BO3PACT, Maxponedams, Bucoknil oxpyrmsdt nob ¢
N0GHO-TEMEHHEIMH JANEICHHAMH, THTIEPTENOPHIM, KPYIIHEIE KHCTH H CTONH, BRIPAKEHHAS MEIIETHAS
THIOTOHME, IOKOCTONHE,

BauTH OpeAnoKetsl ¥ NPOBEIEHE HCCTETOBARHA;

13.08.2020 IMoncx myTanmit & repax NSD1 # NFIX setonom cexsennposanna JIHE

06.11.2020 INouck u3secTro# MyTamWi B o6pasie GHONOTAYECKOrO MATEPHANA METOIOM IPAMOTO
cexpeHrpoBanns JTHK

IMomyaensr pe3ynETaTE:
IMouck myTaunit B resax NSD u NFIX meronom cexpesmposams JTHK
NSDI1:NM_022455:exon5:¢.G3480A:p.W1160X

[Tonex w3secTHOM MyTammHu B 06pasne GHOMOTHIECKOND MATEPHANA METO/IOM TIPAMOTO cexBenKpoBanna JIHK
B ofipaste kpoBy METOAOM NPAMOTO CCKBCHHPOBAHMA N0 CINrepy NOATECPMIEHA MY TAIHA
MNSD1:NM_022455:ex0n5:c.G3480A:p. W1160X.




Huarnos: euaapom Cotoca MONEKYNAPHO-TeHeTIecK) nonTeepiien (OMIM: 117500, Q87.3),

3aBonepanue B GonpmmicToe cnyyaes 0fyc0BAeHD BHOBE BOIHUKImEH MyTaumeii, HAcTeyerca
dYTOCOMHO-JIOMHHAHTHO ¢ BEICOKHM PHCKOM FEHETHYECKHM PHCKOM JUIA TIOTOMCTEA GOMBHOTD « 5 0%.

Ipu cnuaposme Coroca B 14% cnyqae HabnronaeTca HapyieHNe TONEPAHTHOCTH K IMIOKO3€, PHCK O XOICBEIX
ofipazoBanmnii 5 2%.

Pexomenmatuitn:

|. Koucynerauss snunentonora (pHeK InHCHHRapoMa);

2. HaGmonenne ofransmonora, HEBPONOTa, SHAOKPHHOIOMA;

3. ¥3H suyrpennux opranos 1 pas s ro:

4. Pewenue sonpoca o nAAHOBOH rOCHHTATHIANNY B «Hayuno-uccrenoparensckull KnHEYecKit HHCTHTYT
fleauaTpun iMenn axaemuka [0.E. Benstumesan OIBILY BO PHUMY mv. HH. IMiporosa.

Bpau renernx ' :‘-“’Eeccnﬂoma' Jhoimuna Anekcanaposia



