I'eneTHuecKue UccIeJ0BaHUA y JieTel C CeMelHOM BbICOKOPOC/I0CThIO.

B okra6pbckom Homepe »kypHana «The Journal of Clinical Endocrinology &
Metabolism» BblIlll/1a OpUrMHa/bHAsE CTaThbsl, aBTOPbI KOTOPOU 3a/ja/IiCh BOIIPOCOM, HY>KHO JId
NIPOBO/IUTh FeHeTUYeCKHe TeCTUPOBaHUS [ieTsIM C CeMeHOM BbICOKOPOCIOCTBIO.
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BbICOKOpPOC/IOCTE Y /ieTel MOXKeT ObITh aCCOIMMPOBAHA C Pa3/IMYHbIMU
SHJIOKPUHHBIMH TTpo0IeMaMu (TIpekIeBpeMeHHOe TI0I0BOe pa3BUTHE, TUIIEPTHPEOD3,
TUTNepCceKperysi TOPMOHA POCTa, a TAK)Ke C Pa3/IMYHbIMU reHeTHUeCKUMHU CUHPOMaMH
(cungpom Mapdana, cunzipom Cotoca). [JeTu, He MMeroIe BEICOKOPOC/BIX PoAUTenel, a
TaK)Ke [IeTH C KAKUMH-TO JOTIOTHUTETbHBIMU KTMHUYEeCKUMHU TTPOSIB/IEHUSIMHU BEPOSITHO
OyayT obcne[0BaHbl, a BOT /IETH C CceMelHOM (hopMOii BEICOKOPOC/IOCTH MOTYT OKa3aThCs BHe
¢doKyca BHUIMaHUsI Bpayei.



B okTsi6pe 2024 roza ony6/MKoBaHa CTaThsl UEIICKUX UCCIeZioBaTesel, KOTopbie
PEIIUA YCTaHOBUTh, HACKOJILKO UaCTO BCTPEUYAIOTCS TeHeTHYeCKHe MPUYUHBI U30BITOUHOTO
pocTa y ZieTeld C CeMeMHON BBICOKOPOC/IOCTBIO.

[eteti BKIFOUAIM B UCC/IEIOBaHKE TIPY YC/IOBHH, UTO POCT ZieTel U poAuTesel Obut >
2 SD. 15151 UCK/IFOYeHUs Y HUX TUMepnpoAyKLUuu comatotpornHoro ropmoHa (CTT) Bcem
JIeTsIM, Y KOTOPbIX YPOBEeHb UHCY/IMHOIIO00HO0TO (hakTopa pocTta-1 (MPP1) 6611 >2 SD
v/vnm 6a3anbpHbIA ypoBeHb CTTN Ob1n 60stiee 1 Hr/mil, ObLT ITPOBe/IeH TIPOAJIEHHBIA OpaTbHbBIN
TJIFOKO30TOIePaHTHBINA TecT. OTOOpaHHBIM /1eTsIM ObLTH MTPOBe/|eHbI FeHeTHUeCKUe TeCThI:
ucciieioBaHve Kapuotuna, MLPA, MeTo/ cpaBHUTe/TbHON reHOMHOM TMOpUU3alivy,
CeKBEHHPOBaHUe Cre/lyrolero nokoseHus (786 reHos).

Bcero otobpanu 34 pebeHka, cpefit KOTOPbIX 19 feBouek 1 15 ManbuuKoB. MeyaHa
BO3pacTa geter coctaBuia 13.6 net, meguana pocra +3.1 SD, pocra cugs +3.1 SDS, nivHa
Tena 1ipu poxkaenuu +0.8 SD, ypoers M®DP1 61 +0.7 SD.

CpeHepouTeIbCKOMY POCTY COOTBETCTBOBAJ POCT 25 fieTeit. PocT feTeli mpeBbIan
CpeHepPOAUTEeTbCKHUM y 9 Mal[ueHToB, U3 HUX 4 pebeHKa pOC/M B COOTBETCTBUU C POCTOM
HanOosIee BBICOKOTO POJIUTEIS, a 5 UeIoBeK IpeBbIiianiy ero 6oee Ha +1 SD.

Y 10 pmeTeli U3 rpyIibl He ObUIO CHH/POMAIbHBIX TIPOSIB/IEHNH, aCCOIIMMPOBAHHBIX C
BBICOKHUM POCTOM. Y 24 neteli ObUTH JUCMOP(HUUECKHUEe TTPOSIB/IEHUsT, HO Y HEKOTOPBIX 3TH
TIposiB/ieHus1 ObTH €/1ab0 BBIpaXKeHBI. Y pofuTe el neTeid U3 o0c/ieayemMol rpymmbl He ObII0
BHELTHUX 0COOEeHHOCTeH 3a UCK/TI0UeHHEeM BbICOKOPOC/IOCTH.

[To uToram ucciiefloBaHUs reHeTHUeCKasi IPUYMHA BBICOKOPOCIOCTU Oblia BbIsIB/IeHa
y 11 u3 34 geteii (32.4%). 3to O6buM iBa pebenKa c Tpucomueit (47,XXX, u 47,XYY), oguH
¢ pynvkanyel reHa SHOX u y ellje BOCbMHU JieTeld Hal/leHbl MOHOA/l/Ie/IbHble NTaTOreHHble
WM BepPOSITHO NaTOTreHHbIe BapuaHThI B TeHax NSD1 (2 pebenka), SUZ12 (2 pebenka),
FGFR3, CHD8, GPC3 and PPP2R5D. Y Tpex AeTeil BApHaHThI ObUIU BLISIBJIEHBI de novo, TO
ecTb He ObL/IM Hali/leHbl y UX poAuTesieid HeCMOTPS Ha TO, UTO BHICOKOPOC/IOCTh UMesia
ceMeiHbIM xapakTep. CTOUT OTMeTUTb, UTO CPe/ivl fieTeld ¢ 00Hapy >KeHHBIMU TIaTOTeHHBIMHU
BapraHTaMM ObUIU [IeTH, POCT KOTOPBIX COOTBETCTBOBAJ CPeIHEPOUTENbCKOMY POCTY.

JlononHuTeNbHO y BOCbMHU JieTeli Obl/IM HalZleHbl TeTepo3UroTHbIE BapHaHThI B reHax
COLG6A2, IGF1R, FGFR3, FGFR1, FBN2, PICH1, LRP4 w pyruiMKauus 3HXaHcepa reHa
SHOX, HO 9T BapyaHThl ObUIN paclieHeHbl KaK BApHUAHThI C HESICHOW KITMHUUEeCKON
3HAaUMMOCTHI0. Takum 06pa3oMm, ecyii CyMMHPOBATh MaTOreHHbIe BapUAHThI C BAPHAHTaMHU
HesICHOW 3HAUYMMOCTH, TO M3MeHeHUst Obuti 0OHapykeHbl y 19/34 (55.9%).

[To jaHHBIM APYTUX UCC/Ie[0BaTe/ el Cpeiv MalyueHTOB C BICOKOPOCIOCTBIO U
CUH/IPOMAaJTbHBIMU TIPU3HAKaMH WJIA C KOTHUTUBHBIMU 0COOE@HHOCTSIMU TIPOLIEHT
oOHapy>KeHHsI TeHeTUUeCKOU MPUUMHBI 3a00s1eBast BLICOKHH (10 50%), a cpenu eTeit ¢
HECHH/IPOMAa/TbHOM BBICOKOPOC/IOCTBIO MPOLIEHT Ob1T ropaso Huke (20%).

ABTOPLI 3a4BJ/IAIOT O HEKOTOPLBIX OrPaHUYEHHAX CBOETr0 NCC/1eJ0BaHNMsA, C KOTOPbIMU
MO>XHO O3HAKOMMUTHCA B CTaThe, HO TeéM He MeHee, TaKOM 0OJIBIION MPOLEeHT reHeTHYeCKUX



V3MeHeHU! y ZieTeli C ceMeHOM BBICOKOPOC/IOCTBIO BIleuat/isieT. Bo3aMoXKHO, He0OX01UMO
MEHSITh TIOJIXO/, K /IeTSIM C CeMelHOM BLICOKOPOC/IOCThIO U Uallie HarpaB/sTh UX Ha
reHeTHYeCKHe TeCThbl, 0COOEHHO TeX, KTO MepepacTaeT CpeHePOIUTE/TLCKUIN POCT WUJIH UMEeT
nucMmopduueckue yepThl. C y4eTOM TOTO, UTO HEKOTOPbIe IPUUMHBI BbICOKOPOC/IOCTH
aCCOIMMPOBAHBI C JIOTIOTHUTE/ILHBIMHU TIPOSIB/IEHUSIMU (CKeJIeTHBIE IPOOIeMbI WU
CKJIOHHOCTh K 00pa30BaHMIO OITyX0Jiel), TO 00Hapy KeHMe TeHeTHUeCKOW TIPUUNHEI
BBICOKOPOCJIOCTH TTOMOXXET B TIOZI00pe MporpaMm HabJIoIeHHs 32 STUMH JIe€TbMHU.

Hwke ccpinka Ha UCC/ie/JoBaHUe, HO TTOJTHBIN TEKCT CTaThbH HeJOCTYIeH 0e3 MoAMICKU
Ha JKypHaJl.
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