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- cugpomoM Temruia.
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Cunjipom Temmnia: aHHbIe SIMOHCKOM KOTOPTHI NALIIeHTOB.

YuuThiBasi KIMHUYECKHE U TeHeTHUeCKHe OCOOEHHOCTH CHH/IPOMaA, BEpOSITHO, TAIlMeHThI
HepeZKO OCTarTCs He [UarHOCTUPOBaHHBIMA W/IM C HeNpPaBU/IbHO YCTaHOBJIEHHBIM
quarHo3oM. [Tpu atom zyist 3a60/1eBaHUs XapaKTepHbBI JOBOJIBHBIMH THUITUYHBIE KTUHHUUECKHE
TMIPOSIB/IEHUS], KOTOPBIE IT03BOJISIOT €ro 3aro03pUTh Y IalieHTa.
B crarbe, omyb6smkoBaHHOUW B XypHase JCEM, mpuBesieHa mozipoOHasi XapaKTepUCTUKA
601110 KOTOPTHI MALMeHTOB ¢ CHHAPOMOM Temriia u3 AMoHUN.



Beepenne
Cungpom Temmnia - pejkoe HapyllieHHe TeHOMHOTO UMIIPUHTUHTA, CBSI3aHHOE C XPOMOCOMOM
14q32.2. XapakrepusyeTcss MHOXXeCTBOM K/IMHWYECKUX MPOSIBJIEHWW, BK/IIOUYast 3aepiKKy
BHYTPUYTPOOHOTO U TOCTHATA/JIbHOTO Pa3BUTHS, K/IMHWUECKHe OCOOEHHOCTU, CXOJHBIe C
cunapomamu CuibBepa-Paccena u  Ilpasepa-Bunnm, LeHTpasbHOe TIpeXxeBpeMeHHOe
nosioBoe co3pepanue (ITI1P) u MeTaboMueckre HapyIleHUS.
Ienbo uccotegoBaHusa ObUIO /IeTabHO 0XapaKTepHU30BaTh K/IMHUUECKHME TPOSIB/IEHMUS
CUHJpOMa B OTHOCHUTeNbHO Oonblioi rpymnme w3 60 reHeTHYeCKW TOATBEP>KIEHHbIX
TMaleHTOB.
Cpeny reHeTMYeCKHX NMPUYMH 3a00/eBaHMs B JAHHOW Tpymre uMmend mecto: 51.7% -
MaTepUHCKUM OJHOpOAUTeNbCKass aucomusi, 36.7% - snureHeTnyeckre Mytauuu, 8.3% -
Jlefielliy yuacTKa reHa.
MeauaHHBIH BO3PACT MAl[MEHTOB HA MOMEHT Ioc/iefiHero oocenoBanus obut 11 net (1.3-57
JIeT).
Oco0eHHOCTH OepeMeHHOCTH H PO/IOB:

e 88.3% poAnuHCh C 3a/IeP>KKOM BHYTpUyTpobHOTO pa3eutus (3BYP);

e B 15% - npexxieBpeMeHHbIe PoJbl (<37 Hezesb);

e 9.8% 3auaThl METO/JOM BCIIOMOTaTeTbHbIX PenpoAyKTHUBHbIX TexHonorui (BPT);

® y ManMeHTOB OJHOPOJUTEbCKOM MaTePUHCKON AUCOMUEeN OTMevascs CTaTUCTUYeCKU

3HauuMo Oosiee cTapivii Bo3pacT mMaTepu IpHu poxkaeHuH (36 ner nporus 30 feT B
Apyrux rpynmnax, p=0.0039).

Poct u pa3BuTuHe jeteit

e 87% nmenu 3apepxxky pocTta Kk 2 rogam (poct meHee —2 SD).
e Y 32 nmaumeHTax npumeHsanacb Tepanua ropmoHom pocta (IP), koTtopas

nosbicuna meanaHHbin SDS pocta ¢ —3.4 po —2.4.

e 10 u3 32 nonyvaBmux ['P maijieHTOB UMenu MOATBEP)KAEHHbIN JedULUT rOpMOHa
pocrTa.

e 86% pasBuIM LieHTpaJbHOE TpeXXJeBpeMeHHOe T[I0JI0BOe CO3peBaHue B CpefHeM
BO3pacTte 7.3 jieT y AeBOoYeK U 8.8 j1ieT y Ma/JIbuMKOB.

e 32 mauueHTa MOJy4yaJud Teparui0 aroHUCTaMU TOHAAO0TPOMUH-PUIM3UHT TOPMOHA
(I'uPD).

® TeMIlbl TIPOTPeCCUPOBAHMS TIOJIOBOTO CO3peBaHMWSI B OTCYTCTBUE Teparvu ObLIM
OBICTPLIMU; HaTlpUMep, Y [leBOUeK MPOMEXYTOK OT TOsIBJIeHUs] TPyAU [0 MeHapxe
cocTaB/sii B cpegHeM 1 rof (MpOTUB HOPMaJbHBIX 2.3—2.7 feT).

IIcuxoMoTOpHOE pa3BUTHE U HEBPO/IOTHYECKHe MPOsIB/IeHUS

® 61.5% nanueHTOB UMeIU TUITOTOHUIO M 3a/1eP>KKY MOTOPHOIO pa3BUTHSI.

e 58.7% umenu 3a/lep)KKy peueBoro pa3BUTHS.

e llHTe/neKTyanbHbIM Ae@ULUMAT U HapylleHUs pa3Butusi Obut y 21.6% maiyeHTOB
(BK/TFOUAsi paCcCTPOMCTBA ayTUCTHUUECKOTO CIeKTpa, CUHJPOM AeduIuTa BHUMAHUS U
WUTUTePaKTUBHOCTH).

o 42.9% oOyuanuch B JeTCTBE B CIEIMaTM3UPOBAHHBIX Kaccax, HO 98.2% B3poC/bIX
MO0 YUHIUCh B KOJUTe/pKe, MO0 paboTasy.

deHOTHIIHYECKE 0COOEHHOCTH

e bosee 50% uMenu ManeHbKHe KUCTH W CTOMbI (aKDOMUKDHIO) U aHOMaauu 3y0OoB
(HepOBHbBIE WM CKYUeHHbIE 3y0bl).

e UYacTo BCTpeuanuch KAMHOAAKTUIUA Tisitoro mnanbua (34%), TUMepriofiBUYKHOCTD
cycTaBoB (28%), ckonmo3 (23%), kKpunTopxusM U MUKporieHus (31% manburKoB).



TunmuHable ocobeHHocTH cuHApoma IIpagepa-Buimn  u  CubBepa-Paccesna
oOHapy>kuBanmuch y 87.7% B paHHeM BO3pacTe.

O0OMeH BelecTB

20% cTpajanu 0)XKUpeHueM.
MeTtabonuueckune HapyLeHnA HaynHanucb yxe B netcTBee:

rmnepxonectepuHemMmna 3apernctpuposaHa y 26.5% naumeHtoB =6 nert.

Caxapnbiii guabet (CI) Habmopancs y 12.8% maiyeHTOB ctapiie 9 jieT. ABTOpamMu
He ykasaH Tun C/I, HO 10 KOHTEeKCTY, MpeAIioa0KUuTenbHo, 310 C/I 2 Tvra BcieacTBre
VHCY/IMHOPEe3UCTeHTHOCTH.

I'mmepxonecrepunemus u ClI pa3BUBaIvCh YacCTO [0 MOSBICHUS OXKUPEHU.

DYHKIUA UTOBUH/{HOU KeJie3bl

OTcyTCTBHe C/lyyaeB ruriepTpeosa B IpyIiIe.
5.1% mareHTOB MMeJIY JIeTKUI TUIIOTUPe03, TpeOYIoIHii Tepariu IeBOTUPOKCUHOM.

Oco0eHHOCTH B3POC/IBIX MAJHEHTOB

12 matreHTOB M3 TpyrIibl 661U cTapiie 18 ieT;
MeanaHHbin pocT coctaBun —2.1 SD;

54.5% nonyyanu B feTcTBe Tepanuto ['P;

16.7% wumenu Hapyenus passurus (PAC, C[BI);

63.6% cTpajiav runepxosiecTepuHeMuyei;

41.7% wmenu caxapHbl 1uaberT;

BonbIIMHCTBO ObITN COLMANTBHO aJjalTHPOBaHbl: YUUINCH/PaboTaH.

"3 Hnccieg0oBaHusA MOXXHO CAe/1IaTh BbIBO/IbI:

BoMbIIMHCTBO TAl[MeHTOB UMEIOT (eHOTUITHYecKrue 0COOeHHOCTH, HarloMUHaloIIe
cunapombl  CunbBepa-Paccena w Ilpagepa-Buuin, 4To MOXeET Kak TIOMOYb B
[IMarHOCTHKe, TaK U CIyTaTb 3TH JUAarHo3.

s 5TUX JeTell XapakTepHa Kak rpeHaTa/bHasi, TaK U IIOCTHaTa/lbHast 3aflep>kKa pocTa,
Y HeTUI0XOM 3(peKT OT Teparuu ImpernapataMy TOPMOHA POCTa, XOTh B OOJIBIIIMHCTRE
CJlyuaeB ¥ He y[laeTCs JOCTUTHYTb aOCO/IFOTHO HOPMaJsIbHBIX 3HAUe€HWM KOHEYHOTO
pocTa. YuWTbIBasg TO, UTO OOJIBIIMHCTBO TMAI[MEHTOB COLIMATbHO-aaNTHPOBAHBbI,
Ha/In4yKie PocTa, MPUOIMKeHHOTO K HOPMaTbHOMY, MOKET UMeTh 3HaueHue [i71st Oosiee
YCIeIIHOW afanTalyiy NalieHTOB.

Y OosbIIMHCTBA TareHTOB pa3uBaeTcs IIIIP. Hecmotps Ha TO, uro [IITIP
pa3BMBAeTCsl He B paHHEM BO3pacTe, HY’KHO MMeTb B BHUJY, UTO JJIs1 STUX MaLUeHTOB
XapaKTepeH 0YeHb OBICTPOIPOrPeCCUPYIOLHUH mybepTaT, UTo MOKeT OBbITh ZI0BO/IOM B
T0/1b3y He00X0IUMOCTH MeJUKaMEeHTO3HOTO JIeUeHMsI.

1711 maHHBIX MAl[MEeHTOB XapaKTepHbI MeTabo/inyecKre HapyIleH!s: B TOM uuciie U 6e3
Ha/IMuMsi OXKUPEHWs], uTO TpeOyeT CBOEBPEMEHHOW /[MarHOCTUKW W Ha3HaueHUs
Tepariy, Tak Kak TUrepxosiecCTepuHeMUst U CaXapHbIi 1uabeT, KOTOpble pa3BUBAIOTCS
y 6oJiee uem IMOJIOBUHBI B3POC/IbIX TIAIIMEHTOB U JIOBOJILHO PAHO Y ZI€TEH, SIBJISIOTCS
3aboneBaHUsIMY, BUSIFOIIMMH Ha TIPOJIOJDKUTENBHOCTh W KadyecTBO »HW3HW. Ha
MeTabo/Mueckre OCOOEHHOCTH TakKe MOXKeT BHOCHUTb BK/IaJl 3THHUECKHUE
0Cc00eHHOCTH JJAHHOW TPYMIIbI, HO Takasl BbICOKAasi paCrpPOCTPAHEHHOCTh CEPhe3HbIX
MeTaboMuecKrx 3ab01eBaHui TpeOyeT BHUMATe/TbHOTO OTHOIIIEHUS K JJAHHOU TPYTITe
MalyeHToB, B TOM 4YuC/je W Ha (JOHe TepamuM IIperapaTamMM TOPMOHa pOCTa, MpHU
KOTOPOH OZINH U3 OC/IOXKHEHUH MOXKET ObITb THITePrIMEMHUSI.

[TogpoOHee B TEKCTOM CTaTbU MOXKHO O3HAaKOMWTBHCSI Ha CalTe >KypHasa I0 CChUIKE:
https://academic.oup.com/jcem/article/110/9/e3041/7927893
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