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SHOOKPUHHbLIM 3ab6oneBaHUAM G Qi R LN TR NG
B KnuHn4yecknm criy4am HU3KOpPOCNOCTU BCneacTBue coyetaHua gedumumta ropMmoHa pocTa
JHAOKpHHHAasA opPpaHeTHKa: f. n retepo3nroTHon mytaumum B reHe ACAN.
AOCTUXEHNUA U NEPCNEKTUBLI 23
BBEOEHMUE. N

ITMonorns HapymeHvu‘/'l POCTa rereporedHHa un cJioxxHa, B TOM HicJrie y naumeHToB C ANarHoCTnMpoBaHHbLIM ,El,erI/ILI,I/ITOM FOPMOHA POCTa. COBpeMeHHbIe MeTOAdbl reHETUYECKOIo nccrjieaoBaHu4 06Hapy>|<|/|Ba+0T apyrme mexaHm3mbl, Bbi3blBAlOLWNE

HapyLeHNs1 pocTa, He3aBUCUMbIE OT CeKpeLmn nnm yHKLUM ropMOHa pocTa, YTO NPUBOAMUT K PaCLUMPEHUIO 3HAHMIN, NepcoHanmM3aunum Noaxoa0B NeYyeHnst N NporHo3npoBaHNsA KOHeYHoro pocTa. NpeactaBneH KIMHUYECKUI Cry4am HU3KOPOCITOCTH
BCNeacTBMe codetaHns geduumta ropMoHa pocta 1 reTepo3nroTHOM MyTaLI,I/II/I B reHe: ACAN (O,EI,HOI/I |/|3 caMbIX YacCTbIX MyTaLI,I/II/I npu I/I,EI,I/IOI'IaTI/I‘-IeCKOI/I HNU3KOPOCOCTMW).

T et AT R |
KMMHUYECKUU CNTYYAMN.

[TaumneHTKa A., pebeHOoK OT nepBbIX CpPOoYHbIX poaoB. Poct npu poxaeHun 48 cm (SDS pocta (-0.72), Bec 2900 r (SDS Beca (-0.72). OTctaBaHne B pocte oTMe4yeHo B 7 net. poct 95.5 cm, SDS pocTta (- 4.32), B 13 net. pocTt 120 cm,
SDS pocta (- 4.68). HacneactBeHHOCTb MO HU3KOPOCIOCTU OTSArowleHa ¢ 06enx CTOPOH: pocT maTtepu 158 cm, pocTt oTua 176 cMm; pocT AeaywKku rno martepuHckon nuHum 160 cm, 6abyLliku, npageayLlkn co CTOpPOHbI oTua 152 mn 156 cwm,
COOTBETCTBEHHO.

Brnepsble rocnutanu3smposaHa B I'bY HMNUO B 2018 r, B 16 neT: poct 132.0 cm, SDS pocta (-5.02), UMT: 12.28 kr/im2 SDS UIMT (-5.45); kocTHbIN Bo3pacT 14 neT (oTCTaBaHWME KOCTHOro BO3pacTa OT nacnopTHoro Ha 1.5 roga); nepBuyHas
aMeHopes.

[To paHHbIM npoBedeHHoro nabopartopHoro obcnenosaHua: TTI 4.26 mME/n, ceoboaHbin T4 11.0 nmonbe/n, nponaktnH 1006.0 mEa/n, NPP-1 11.1 Hr/mn, Ha npobe C MHCYNMHOBOW rMNornmkemMmen makcumanbHbin Bbliopoc CTI cocTtaBun
0.413 Hr/mn, kopTnlona 265.1 HMonb/n; Ha npobe ¢ [H-PI makcumanbHbin BblOpoc JIIT 42.7 Ea/n. o ganHbim MPT ronoBHOro mosra: «Tpuaga cneunduyecknx npmusHakos» (rmnonsasna ageHormnodusa, BOPOHKN, 3KTOMUA Heupornnogpmnsa).
YuutbiBasi KNMHUKO-rabopaTopHble nokasaTenu yctaHoBreH auarHos:. «lunonutymtapumam. CTI-geduunTt, BTOPUYHLIA TUNOKOPTUUU3M. [unepnponaktmHemusa. llepBunyHaa ameHopes. Hedpuunt maccbl Tena». PekomeHaooBaHa MNOCTOSIHHASA
3aMecTuTenbHaa Tepanna pekoMouHaHTHbIM ropmoHom pocTa (pl'P) na pacyeta 0.033 mr/kr/cytkn. C Uenblo ynydlleHnss poCTOBOro NporHo3a OT Ha3HA4YeHUsA MOCTOSHHOW 3aMECTUTESNbHOM Tepanun rMIKOKOPTUKOUOAMU MPUHATO peLleHne
Bo3aepatbes. ObaA3aTenbHbI NPUEM TMNIOKOKOPTUKONOOB PEKOMEHOOBAH (MO cXxemMe) Ha dooHe cTpecca U NpuU BO3HUKHOBEHUN UHTEPKYPPEHTHbLIX 3aborneBaHnn. PekoMeHaoBaHO AnHamMuyeckoe HabnwogeHne Ha dooHe Tepanuu plP, KOHTpoOnb
TUPEOUOHOro cratyca (yrpoxaema no pasBuUTUIO BTOPUYHOIO rMrnoTupeosa), Kkoppekums aedpuunta maccebl tena. B anpene 2019 r. anarHOCTUpoOBaH BTOPUYHbLIN (TPETUYHLINTY) rnnotupeos (ceBoboaHbin T4 6.0 nmone/n npu TTI 6.5 MME/N),
pekoMeHJoBaHa Tepanus neBoTUPOKCMHOM. Tepanua pl'P ¢ xopolwunm poctoBbiM adodoeKkToM: 3a 1-U rog Tepanun ckopocTb pocTta +8.1 cm/roa (SDS ckopoctu pocta +12.39); aenbta SDS pocta (+1.05); nenbta SDS VIMT (+2.98).

YuntbiBas OTArMOWEHHYIO HACNeACTBEHHOCTb MO HU3KOPOCSIOCTU, XapaKTepHble PeHOoTUNn4eckne npuaHakm (ynnowleHHoe nuuo, YKOpo4veHMe nanbLeB pPykK), HebonbllOe OTCTaBaHME KOCTHOro BO3pacTta OT MacropTHOro Npwu Bblipa)eHHOM
OTCTaBaHUW NMHeNHoro pocta, B 2019 r. npoBeaeHo cekBeHupoBaHue naHenu "lNMpumopananbHbin HaHNM3M" (reHbl ACAN, ARNT2, GH1, GHRH, GHRHR, GHSR, GLI2, HESX1, IGSF1, LHX3, LHX4, OTX2, PAX6, POUlF1, PROP1, SHH, SOX2,
SOX3, okono 45400 nap ocHoBaHuW, obOLiee nokpbiTne: 95.4%), no pesynbtatam Kotoporo B reHe ACAN (MIM#. 155760; NM 013227) BbigBreH retepo3nrotHbln BapmaHT c.2024G>A:p.R675Q, He onucaHHbIM paHee, NaTOreHHOCTb
HeonpeaerneHHoro 3Ha4YeHus.

Tepanua CTI — gedpmuunta, BTOPUYHOIO rmMrnokopTuLmM3Ma U BTOPUYHOIro rmnotmpeosa nposogmnacek o 2020 r. (C nponyckamu B fie4eHnn), B AanbHeunwwem nauneHTKon caMocToAaTeribHO oTMeHeHa. [pun noctynneHun B ®I'bY HMULLO B 2024 r.,
B 21 roa: poct 145.4 cm (SDS pocTta (-2.77), aenbTta SDS pocta (+2.25); SDS UIMT (- 4.00), KOCTHbIN BO3pacT 16 neT (30Hbl pocTa NpakTU4eCcKn 3akpbIThl), nepBnuYHas ameHopes. 1o gaHHbIM NpoBegeHHOro nabopartopHoro obcnenosaHua: NOP-
1 9.41 Hr/mn, koptnson 103.9 umone/n, JII' 3.16 Ea/n, ®CI" 6.88 Ea/n, actpagnon 71.0 nmone/n, TTI 4.714 mME/n, cBobogHbin T4 10.76 nmonb/n, nponaktmH 797.6 mEa/n. No gaHHbIM Y3W opraHoB manoro tasa pasmepbl MaTknm 1 ANYHUKOB

COOTBEeTCTBYIOT 12-13 rogam. PekomeHOoBaHO BO30OHOBMNEHMe ropmoHanbHou Tepanuun. [1pn oTCyTCTBUX HACTynNeHUa MeHapxe Ha ooHe KOMMeHcauuu runonutyutapmama, Koppekumn geuunta Maccbl Tena, ana onpegeneHnsa ganbHenweu|
TaKTUKN B OTHOLLEHUN NepBUYHON aMeHopeu nnaHmpyeTc;l npoBefeHne NoBTOpHOU npobbl ¢ 'H-PT.

3AKJ'II-O‘-IEHI/IE.

[MpeacTaBneHHbIN KIMMHUYECKUI Crydan OEeMOHCTPUPYET reTeporeHHOCTb NPUYMH HM3KopocnocTu. [poBeaeHne MonekynapHO-reHeTUYeckoro oocnegoBaHns y NauMeHToB C 3a4epKKoM pocTa N OTAroLLEHHOWN
lHacNeACTBEHHOCTLIO MO HU3KOPOCMOCTM B paHHEM BO3pacTe, MO3BOMNUT BbiABUTbL MyTaumn B reHe ACAN, Kak OAHON U3 caMblxX YacTbIX NPUYMH MONONATUYECKON HU3KOPOCNOCTU. bonee paHHee Havano Tepanuu
'L pFP Yy NauMeHTOB C NnoaTBepXXOEeHHOW COMAaTOTPOMNMHOW HEeOOoCTaTOYHOCTbIO M Hanmmumem myTtauum B reHe ACAN, ynydyluT nokasaTenv KOHEeYHOro pocTta nauueHToB. YYuTbiBasi CHUXKEHME KOMIMMNaeHTHOCTH

K JiedeHNo MNaumneHtTkun, noreHumast reparnmm comarporimHom B AadHHOM KITMHUWYECKOM CJlydHae OUEeHNTb 3aTpyaHUTEJIbHO. [1ns YTOYHHEHUNA TuUla HacliegoBaHnd, poaACTBEHHUKAM TMaUUEHTKU PEeKOMEHOO0BAHO

:'IJ" rnpoBeneHne MOJIEKYJTAPHO — TEeHETNYECKOIo UccrieaoBaHUA, YCTaHOBJIEHNE NATOI€HHOCTU BbISIBITEHHOWU MyTaLlN B T'EHeE ACAN.
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KOHTAKTDI.
['onybknHa KOnua KOpbeBHa,
Hay4HbIN COTPYOAHMUK

[[HLU P® OI'BY « HMUL
aHOoKkpuHonorun» MmnHsapasa
Poccun, MockBa, Poccus. 3
E-mail:dr.golubkina@gmail.com [
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