FeTepo3uroTrHbie HECMHOHMMHYHbIE annenbHble BapuaHTbl IGFALS accouMmpoBaHbl ¢ HU3KUMM
ypoBHsimu UOP-1, HUOPCB-3, KJIC npu HeHacNeACTBEHHOM, HO He ceMmeHHoW popmMe nauoNnaTU4EeCKOMH

HU3KOPOC/IOCTH Y fieTEeH.

Heterozygous non-synonymous IGFALS allelic variants associated with diminished levels of all three IGF-1, IGFBP-3 and

ALS are found in non-familial (NF) but not in familial (F) idiopathic short stature (ISS) in children
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I'eTepo3uroTHbeie HECMHOHUMUWYHBIE ajljiejibHbIE
BapuaHThl TeHa [GFALS acconmmpoBaHbl CO CHIXEH-
HBIMU YPOBHSIMU UHCYJIMHOMOMIOOHOTO (haKkTopa pocTta
1 (UDP-1), UDP ceasbiBatoniero 6enka 3 (MDOPCh-3)
U KUCIOTHO-1a0wibHOM cyobeaquHulibl (KJIC) Tonbko
MpU HeceMEHOM (popMe HU3KOPOCTIOCTH.

Mavonatryeckasi HU3KOPOCIOCTh SIBJISIETCS IUA-
THO30M HCKJIIOYEHMS, BKIIIOYAIOIIETO B CE0SI MHOTHE
HEepacTIO3HAHHBIE COCTOSTHUS U HapylleHus. B npeasi-
JYIIUX UCCIIENOBAHUSIX aBTOPOB OBLIO MOKA3aHO, YTO
4acToTa BCTPEYAEMOCTU T€TEPO3UTOTHBIX HOCUTENEH
HecMHOHUMMNYHBIX ajuiesaeil reHa IGFALS nocratouHo
BEJIMKA CPEelIu JeTeil ¢ MMarHo30M MIUOTATUYECKOM
HU3KOPOCJIOCTH.

B nanHOM uMcciienoBaHUY aBTOPHI COMTOCTABWIN aH-
TPOMOMETpUYECKUE U OMOXMMUYECKUE IMOKa3aTeau
y IeTel ¢ ceMerHON (hopMOI HU3KOPOCIOCTU U Y IETE
C HeceMelHOM (opMoil 3aIepXKK POCTa B COYETAHUU
¢ moka3zareassmMu UPP-1c¢ menpro onpeaeinTh BO3MOX-
HbIE Pa3TAYUSL:

* B POCTOBBIX TTOKa3aTessix (poct, SDS pocra),

* B IoKasaTesix ueneBoro pocrta (L[P),

* B IMHAMUKe pocTa 3a BpeMs HaOmomeHus (ASDS
pocta = nocienHee usmepenue SDS pocta nepen
HavajioM mmy6eprata — SDS pocta, u3aMepeHHOe TIpu
HUCCIeA0BaHUN)

* B Tokazartensix cuctembl MOP-1.

Taxxxe aBTOpBI pabOTHI UCCIETOBAIM Haubosee Be-
POSTHBIX KaHAUWAATOB HAa MPEeAMET HOCUTEIbCTBA all-
nenbHbIX BapraHToB reHa IGFALS.

AHTpOTIOMETpUYECKNE AAaHHBIE OBLIM COOpaHbI
y 68 meTeii ¢ uIMoNaTHYECKOM HU3KOPOCIOCTBIO B Ipe-
nyoeprare. Onpenensiiucy yposuu MUOP-1 (PUA),
NOPCB-3 u KJIC (PUA). Takxe, TpoBOAMIOCH CEK-
peHupoBanue reHa IGFALS. [Iet ¢ TMarHo30M UANO-
MaTUYECKO HU3KOPOCIOCThIO ObLTU pacTipeie/IEHbI Ha
TPYTIIBI C CEMEMHBIM U HECEMEHBIM BapUAHTOM 3200-
JieBaHus. OnpenensomM 3HaYeHUEM ObL1a B3SITO OT-

ctaBaHue -1,6SDS 0T CKOPPEKTUPOBAHHOTO 11€JIEBOTO
pocTa WM Xe HaJludue HOPMaJIbHOTO/CHUXEHHOTO
ypoBHst UDP-1 kposu (<-2.0 SDS). Jlng craTucTh-
YEeCKOTO aHajiu3a ObUIM NMPUMEHEHBI MapHBIA U He-
MapHBINA t-TeCT, KpuTepuit MaHHa-YUTHU U KPUTEPUIA
Xu-KBagpar.

I[lpy mepBUYHOM OCMOTpE AETH C HEceMeHOi
HU3KOPOCJIOCThIO OBUIM 3aMETHO MEHBIIEro pocTa,
YeM JIeTU C CeMEeMHON (hOPMOIl HU3KOPOCIOCTH, Of-
Hako B ypoBHsIx UDP-1, UOPCB-3 u KJIC 3amer-
HBIX OTJIMYUI MEXIY TPyNIIaMU BBISIBJIEHO HE OBLIO.
ITpu pasnesieHUM MALMEHTOB HAa TPYMIIBI IO YPOBHIO
HNOP-1 kpoBu, y neteii ¢ 601ee HU3KUMU 3HAYCHUSIMU
NOP-1 ormeuyanuch Takke Hu3kue yposau MOPCH-3
u KJIC, omnako otnumumii B mapamerpax SDS pocra
u SDS 11e71eBoro pocta BhISIBJIEHO HE ObLIO.

Ha6monenue 6buto TipomoikeHo y 42 u3 68 nereit
(21 — c cemeitHoi hopmoii u 21 — HacaenCTBEHHOM (hop-
Moii). [letn ¢ HacnencTBeHHON (dhopmoll 3a060J1eBaHUs
nMeIr 0oJiee HU3KUI POCT TTPU TIEPBUYHOM OCMOTPE U Je-
MOHCTPHUPOBAJI 00JIee MHTEHCUBHYIO TPUOABKY B pOCTE
MpY AajbHelneM HabmoaeHuu. HeciHOHMMYHBIE af-
nien reHa IGFALS Gbutv BoISIBIIEHBI Y 6 M3 34 1eTeil ¢ Ha-
ciencTBeHHON hopmoii 'y 2 u3 34 nereit ¢ ceMeiHOM.
OnHako MpU PacCCMOTPEHUM ITUX JAHHBIX B COBOKYII-
HoctH ¢ TrokazaTenssmu UDP-1 u UOPCB-3, HecnHo-
HuMuyHble ajienu reHa IGFALS BBISBISIIUCH TOTBKO
y 5 u3 34 neteii ¢ HacIeACTBEHHON (DOPMOIT U HE BBISIB-
JISTCh y Aetelt ¢ cemeriHoi opmoit (p=0,02). Takue xe
PE3YybTaThl ObLTY MOJTYyYeHbI IPU JOOABICHUN B aHATU3
3HaueHuit ypoBHs KJIC.

Pe3ynbraThl CBUAETENBCTBYIOT B MOJb3Y TOTO,
YTO HauboJiee BEPOSITHBIMU KaHAMAATAMU IJISI MO-
JIEKYJISIPHO-TEHETUYECKOTO aHaIu3a JJIsl OucKa He-
CMHOHMMHWYHBIX ajuieiaeii reHa IGFALS, aBisgiorcs
JIETU C HECEMEWHBIM BapUaHTOM WAMOIATUYECKOU
HU3KOPOCJTIOCTU CO CHUKEHHBIM YpoBHeM Kak MDP-1,
tak 1 UOPCB-3.
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