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BBEOEHWUE. CuHgpom HyHaH — pegkoe HacrneaocTtBeHHoe 3aboneBaHMe, OCHOBHbIMM KIMHUYECKUMM it ol F o3
NPOSIBIIEHUSIMM KOTOPOro SBMSAIOTCA 3adepXKa PoCTa, YepenHo-NUUeBble U CKefeTHble aHoManuw, AV forrtiah
3dAepPXKKa UHTeJINEeKTYyaJibHOIro pa3BsuUTuA pa3HOVI cTeneéHu BblIPaXeHHOCTMU, nOpOKI/I cepaua. ATCG TGA
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MATEPWUAIJIbl W METOAbI. Manbuuk I, 3 ropa 2 Mec., pop,MTenM
obpaTunucob ¢ xanodbamum Ha oTCcTaBaHue B POCTe, 3a4ePKKY HepPBHO-
Nncuxmyeckoro pasButus. PebeHoK oT nepBou 6epemMeHHOCTMH,
npoTekaBLlen 6e3 naTonorum, nepBbIiX PpoOoB NyTeM KecapeBa
cevyeHus Ha 40-n Hepgene rectauun. Macca Tena npu poxaeduun 3000
r (SDS maccel Tena — 1,34), anvHa tena npu poxaeHuun 51 cm (SDS
AnvHbl Tena 0,16). OueHka no wkane Anrap 8/9 6annoB. PaHHee
pa3BuUTUe: roONoBY OepPXUT ¢ 6 mecsaueB, cuauT ¢ 8 mecsaueB, XOOUT C
1 ropa 2 mecsiueB. B Bo3pacTe 1,5 net manb4uKy npoBeneHo
XUpypruyeckoe rie4eHme Kpuntopxmama, B 2,5 roga - onepaTtmBHoe
rie4yeHue nNTo3a BepxHero Beka. [lpoBeaeHo uccrnegoBaHue
KapuoTtuna — 46 Xy (Hopmaanbm MY>XCKOMN).
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E13 0 Kr, SDS WMT 0, 03. (MeHOTUNUYECKME OCOBEHHOCTH:
NaHTUMOHroNoONAHbLIN pa3pe3 rnas, 3anaBllee NepeHOCbe, KOPOTKas
iwed, pecdopmauus rpyaHou KreTku, rmneptersiopusMm COCKOB, HU3KO
nocaxeHHble ywu (puc.1,2). No aaHHbIMm IXO-KI': nonoctu ceppua m _
| prngle cocyAabl B npegenax BO3pacCTHOU HOPMbI, COKpaTUTesibHas germline mutations somatic mutations
¥ -|cnocoBHOCTD MUOKapaa NeBOro Xxenyao4vka yaoBreTBOpuUTeribHas,

- -.{AaBfieHne B J1eroyHouM apTepuu He MNOBbIWeHO (15 MM pT CT); Puc.3 CTpyKTypHas opraHusauus (cxemaTuyeckas u TpexmepHas) reHa PTPN11 u ero
~{KnanaHbl cepAaua WHTaKTHbI, AuaroHanbHasi Xxopga neBoro (PyHKUMOHaMNELHbIX AOMEHOB SHP2

' ‘PKenypouka. [lo paHHbIM Y3U no4yek, HaAMNOYEeYHUKOB WU
3a6pmmMHHoro NpocTpaHCTBa nNaTtonornm He BbiABreHo. [lpoBeaeHo
 .|reHeTn4yeckKkoe nccrnegoBsaHue - MaccoBOe€ napannenbHoe

1 3 JcexkBeHMpoOBaHUe nonHoro 3k3oma. B rene PTPN11 (NM 002834.5) B 8 . - .
3K30He 0GHapyXeH reTepO3NroTHbI BapuaHT (HG38, 3AKINIOYEHUE. [lpeacTtaBneHHbIU KIMHUYECKUU cnyvyau OeMOHCTpupyeT

chr12:112477719A>G, c.922A>G), NPUBOASALMIA K aMUHOKUCIOTHOM Knaccmyeckum deHotun cuHapoma HyHaH, oOycnoBrieHHbIN NaTOreHHbIM

3ameHe pP.Asn308Asp (rs28933386). BbisiBNeHHbIN BapuaHT Obin
paHee onMucaH KakK naToreHHbIN C akKTUBUPYHOLWUM 3 eKToM npu
cuHppome HyHaH 1 ¢ ayTOCOMHO-AOMMHAHTHbLIM  TUMOM
HacnepgoBaHna (OMIM: 176876.0003) (puc.3).
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BapnaHtoMm B reHe PTPN11l. Hanuyme xapakTepHbIX MNPU3HAKOB YCKOpPWUNO
aapecHyro OHK pwuarHoctuky. BepuduvuumpoBaHHbIM reHeTU4YeCKUMU [OUarHo3
naumeHTa No3BONUI onpeneriutb NPorHo3 3aboneBaHus U 340POBbA CEMbM.
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