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JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI
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BBEOEHUE. HapyweHune yyBCTBUTENBLHOCTU K FOPMOHY pocTa (I'P), c oaHoOBpeMeHHbIM nposiBfieHneM gaucPyHKUMM MMMYHHOU CUCTEMbI, s S
NPOBANATCA NPU MyTauuu B reHax, y4acTBYHOLMX B NpoBeAeHUN BHYTPUKneToyHoro curHana (STAT5B, STAT3, IKBKB, IL2RG, PIK3R1). NeH e i 12
IL2RG kogupyeT ooy ramma-uenb (yC), KoTopasa aBnseTca cyobeanHULEN pasfimvyHbiX peuenTtopoB nHTeprieukmHos (IL-2, IL-4, IL-7, IL-9, d-_.-';_"i:r
IL-15,IL-21) n obpa3yeT BbicokoathPpMHHBLIN KOMMIEKC ¢ a U B-uenamu, gononHawwmmm peuentop IL-2. Mytauusa npuBoauT K 6riokage )
peuenTopoB, BCrieACTBUE Yero KrneTkn-MmuwleHn yTpaymBaroT CNOCOOHOCTb OTBeYaTb Ha BO34eUCTBME COOTBETCTBYHOLLUX UHTEPJIEUKUHOB.
OtcyTtcTBMe PpyHKUMOHanNbHOro IL2RG npnBoguUT K OTCYTCTBUIO T-KINETOK U eCTeCTBEeHHbIX KreTok-kunnepoB (NK), HO K npucytcTBuio B- ‘ Y
KINeTokK, HapyweHHoUu chyHKunen. OqHOBPEMEHHO C 3TUM, NO MHEHUIO YYeHbIX, B3aumopgencrteme peuentopa I'P n yC, npu mytauumm B reHe S L (OAMA)
IL2RG, npuBOANUT K HapyLWeHNIO aKkTUBaUu N BHyTpuaaepHou TpaHcnokauum 6enka STATSb (puc.1). g
PE3YJIbTATDI. NMaunenTt M. 11 net 10 mecsaueB, Habnwpaetca B by "HMUL snpgokpuHonorun”. Hu3kue temMmnbl pocta OTME4Yariucb € —— Puc.1 HapylweHmne pa6oTo:
poxaeHus. B BospacTte 4 mecsiueB 66111 AMarHOCTUPOBaH NEePBUYHLIN UMMYHOAEMULUT: TSHXKenas KOMOUMHUPOBaHHasA UMMYHHas peuenTopa npu myravun & [L2RG.
HeaOCTaTO4YHOCTb, X-cuenrnieHHasa popma (noaTBepPXXAeH MOJIeKYNAPHO-reHeTU4YeCKn remmsanrotHasa mytaumsa ¢c.865C>T B reHe IL2RG).
[lepeHec TpaHCNNAHTaUMIO FreMOMNO3TUYECKNX CTBONMOBLIX KIEeTOK OT ranfnouaeHTU4YHoro goHopa (martepu) B Bo3pacrte 6 mecsiues. B
Bo3pacTte 1 roaa n 4 mecsiLeB, BbIABIIEHO OTTOpPXeHUe TpaHcnnaHTarta. [loBTopHas annoreHHva;l TICK ot HepoaACTBEHHOro COBMeCTUMOro FocnuTanwsaunn | [laHHbIe OGLeXTWBHOTO ocMoTpa. | N®P-1 HI/Mn KocTHLm
AOHoOpa Obina npoBeneHa B 1 rog n 7 mecsaueB. lNepea npoBeaeHuem odenx TpaHcnaHTaummu, NpoBOoAUNOCHL NpeaBapuUTenbHoOe BO3pacT
KOHOUUMOHMUPOBaHMe (XMMmunoTepaneBTn4Yeckue npenapartbl). BanbrycHasa gecgpopmauma HUXXHUX KOHeYHOCTeUn Havana chopmmpoBaTbecs € 3 X 8 net 9 mecsiueB | PocT: 97.7cm, SDS pocTa: -5.47 87.9 9 ner
net. Mpoxoaun ABaxAbl TPABMaTONOro-opToneanyeckoe fneyeHue. SEP_“_:';“;‘ f_lir}“:l_‘:":;: cﬁear'::::-’- ii’g
Bbin rocnutanunsunpoBaH BnepBble B PI'bY « HMUL saHpgokpuHonornn» B Bo3pacTe 8 net 9 mecsiueB. B nadbopaTopHbIX NoKa3saTenax, AaHHbIX cM, SDS HC: -4.48, S
3a Hanu4yue HapyLweHuun Kanbummn-pochpopHoro oomMmeHa He ObINO Nony4vyeHo. B KayecTBe nevyeHus, ObIN peKoMmeHAOBaH COMaTpPONUH Bec: 15.5 kr, SDS UMT: 0.097,
(Tepanusa Obina HMUMUpoBaHa B 9 neT 4 mecsaua) HadanbHaa gosa 0,045 mr/kr cyT), 6e3 npoBeaeHnsa CTI-cTUMYNALMOHHBLIX NPOO. AnuHa nneyeBon kOCTH 20CMm
[lpoBOAUNOCHL NCCnepgoBaHMe NaHenu reHOB Ha Hanu4yne HeHacneaACTBEHHOU KOCTHOM NaTonorum — naTonorum He HamaeHo (uccnegoBaHue ﬁ%iﬁ;%g"; ;i}"?reaﬂzg?.r"
ObINO NPOBEAEHO U3 KPOBM NaLMEHTa U Hemnb3A pacLeHuBaTh Kak MHpOpMaTMBHOE B CBA3M C TEM, YTO NaLMEHTY NPOBOAMNACH X SocT 996 cr {:,_1’5: cMm). SDS ' T e~
TpaHcnnaHTauua KKM). MecsueB pocTa: -6.329,
Yepe3 6 mecsaues (9 net 10 mecsiueB) , ObINO peKOMeHA0BaHO ObINO NPOAOITIKUTL Tepanuio comaTponuHom B gosmposke 0,05 mr/kr/cyrT. Bec: 16.5 kr, TaHHep 1.
locnutanusauua B ®Irby "HMUL aHaokpuHonorun™ B Bo3pacTe 10 net 6 mecsueB : Mo AaHHBIM peHTreHorpadun BblsieBrieHb! XpsilleBble 0 reT 6 PoCT: 99.6 CM (+0 CM), 199 2 A1 5
AUcCnracTu4yecKmne gecmMbl B MeTaPun3sax JIOKTEBbLIX KOCTEU. YUUTbIBAA NPU3HaKM meTtadmnlapHou gucnnasmu n gucnponopuvmn tTena, obino MecsiLeB SDS pocTa: -6.581, Bec: 17.0 kr, (bopMUpoBaHue
npoBeAeHO CEeKBEHUPOBaHUA 3K30Ma naumeHTa — 3abop OykkanbHoOro anmtenus. BoisiBneHa mytauusa B reHe |IL2RG B reMu3nroTHasa mytauus SDS nHaekca maccel Tena: 0.108, ropoXoBUAHbIX 5 ¥,
c 865C>T. TaHHep 1 KocTeW) 27 {
[Mpn nocnegHeun rocnutanusauum B Bo3pacte 11 net 10 mecsiueB: Ha ¢poHe perynsipHou Tepanuu, npu MakCuMaribHOu A03e COMaTpPonuHa, LLE:J;: E‘;‘;; éﬂg':;:_";inni':icfgi ) 208.3 11.10 ner -
cyMMapHasa npubaBkKa B pocTte coctaBumna +3 CM B nepBble nonroga repanuu, npu HU3KO-HOpMasribHOM YpPOBHe KOCTHbIU BO3pacT cm/r, Pasmax pyk: 105 cm,
cooTBeTCTBOBan nacnoptHomy. C uenbo yTOYHEHUA ANarHo3a, B YCNOBUAX CTauMoHapa B3AT omomartepuan (OyKKkarnbHbIU 3NUTESNINUN, a CooTHoweHne pasmax/pocT:1.05,
TaKke o6pasueL, KpOBM NaumeHTa) AN npoBeAeHUS NONHOreHOMHOro ceKBeHMpoBaHus. [1o yTOUHEeHUs aMarHo3a, Tepanvio COMaTpoOnMHOM 3:;;?3;;-5-531??3?@ \

| pekomeHAoBaHO npoaonXkutb B Ao3e 0.05 mr/kr/cyT. o '

1 BAKNMIOYEHUE. aHHbIN KNMHWYECKUIA CryYal MOXET yKa3biBaTb Ha CBA3b, MyTauum B reHe IL2RG ¢ Tsxkenon 3agepkkon pocta. OgHako, yuutbiBasi Hannume cneueduryeckoro cheHoTuna (BanbrycHasa aedopmaumns HUKHUX KOHEYHOCTEN, |

yOJIMHEeHHble BepXHUe KOHeYHOCTU OTHOCUTENbHO TyNnoBuWa), pedb B AaHHOM KIMUMHMYECKOM cllyYaeM, MOXXeT UATU O conyTcTByroweun natonormu. lNNpoBeaeHne MOneKynsapHO-reHeTU4YeCKOro nccrnenoBaHus, Arns ee NoncKa, OCrioXHSEeTCS
npoBeaeHHbIN nauneHTy TICK.
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