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Ha'mpueme B COMPOBOKICHAK 3aKOHHOIO TTPEACTABUTENS . MaTSPHU.

2KanoObi-Hia HU3KWH POCT, HEYETKOCTh MPOMUIHOIISHES, CHUKEHUE MTAMATH, HEJTOBKQCTh JIBIHKEHUH.
OObpaiieHue cBA3aHO C MIIAHUPOBAHHEM [allbHeIero TeHeTHHeCKoro 00CIeHOBaHuUS:

AHamMHe3:

[Tpobann nadmonaercst B MI'K ¢ 20 16r. ¢ 13: Cunapom Paccena~Cuiibsepa:

HacnencTBeHHON OTATOLEHHOCTH 1O MOHOTEHHOM M 3HIIOKPUHHON TIATOIOTHH-HE-OTMEYaeTes .

Habmopaercs:

- HeBponor(12-2024); Opranudeckoe nopaxwenre [IHC, wa Gpate reneTnieeroii rratogorun (enumpom Paccena Cunbepa)
KorHutnsabie HapyeHUs, CHHAPOM peueBhix Hapyiuenuit( CHP 3 yp., crepras nuzaprpus ), MUATOHHYECKIM, CHHIPOM,
CUHAPOM MOTOPHOU HEJIOBKOCTH, I1ape3 OTBOAALICTd Hepra ¢ IByX CTOPOH.

- SHIOKPUHOJIOT: CHHAPOMabHAS HUZKOPOCHOCTs. Jeduuut Macesl.

C05-20219r pamment nonyyaeT repariiio ComarorpenvHom Pacran 1,25 Mr/cyT.

MMeet craryc peOeHKa-HHBANKMAA.

[HposeneHo:

- kapuotunuposanue (05-2017): 46XY, urncioBbIX 1 €TPYKTYpHBIX a0eppalinii He BHISBIEHO. XPOMOCOMHAS HATOIOTHS
HCKJTIOUeHa

- MoJiekynspHo-reHeTHYecKas auarqoctixa (2017, HHMHW MenuunHckol reHeTHrW): ¢TaTyCc METUIMPOBaHUS perioHa
IGF2/H19 na xpomocome 11p15 He cooTBeTcTBYET e-MYy Paceena-Cuiaspepa.

OO6beKTUBHBIE 1aHHbIE!

Pocr 137.cm (SDS/0,15), Bec 25 kr (SDS-1,44) UMT 1332 SDS-2,29.

Cocrosnne yropneTpopuTebHoe. Co3HAEHE SCHOS', ONOKEHTEaKTUEHOE. [IpaBuilBHOTO TeNOCI0XEHUS, MOHHKEHHOTO
nutauyg. Ilosenenue anexpartoe. Peup dpasopas, nuzaptpnaHa, cnemupudeckuii Genorur.

Uepen okpyrnoit GopMsl, mepkyccrs ero 6236onesneHHa

UMH -‘riastbie meny, 3paukn paBaEbe. Peakins 3pauKos Ha cBeT >kuBag. JIUIO0 CHMMETPHYHO, S3BIK 110 CPEIHEl THHIHN.
OrpaHi4eHo oTBe/[eHHe Ia3HbIX AONOK KHAPYXKK ¢ 06enx cropox.[notanue n honalus He Hapyensl. Ha Bonpocs!
OTBeYaeT N30UpaTesIbHO.

Towyc mbi nuddys3no cHmEH, CyxoKusbHbe Pebrekes xupnie, D5 S. Ciuta 8 KOHEUHOCTIX 5 GaIUIOB. AKTHEHbIE
ABMKEH NS B'KOHEUHOCTAX B MOTHOM 00BeMe: [latooritieckux pediexcos, npkoopauiauun net. B .nose Pombepra
ycroitdng(a). [THIT ynornersopurentro seionfisier. M
Juarnos: Q87.1 CunapomansHas gaTonoras.
Cungpom Paccena-Cuitbepd?

PexomenoBano:

- HaOMmoNeHNe NeANnaTpa, SHNOKPHHONO0TS

= KOHCYJIbTaLKs reHeTHKa (110 TIOKa3aHusM).

OTODHAs, HEJIOBKOSTD. Bsias ocaHka.

3aKOHHBIH NIPENCTABUTEND HHBOPMUPOBAH O NPOBEACHN VONEKyIAPHO-FEHETHUECKOTO obcerosanus ([INC) ¢ nerpio
No¥CKa MOJIEKYISpHOro iedexra.

B macrosiuee Bpems fanHbI B HecnenoBanus B paMKax GIOMKeTHOr0 GUHAHCHPORAHUS HA TEPPHTOPUH
HoBocubupckoii-00macTv He POBORUTCA.

Bpau: [Hopuna AP, Y/
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