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C.M. YepeHbKO, o.M.H., npodeccop, YKPAUHCKMI HOYHHO-NPAKTUHECKMMA LEHTP SHAOKPUHHOW XUPYPIUMU,

TPAHCMJAAHTAUMU SHAOKPHUHHbIX OPraHoB U TKGHeFi, r. Kues

CKpbimblii u CYBKAUHUMBCKUD BapuAHMBbI
Cungpoma Kyuiunga: pacnpocmpaHenHocmb,
(uaznocmuka, neuebnas makmuxa

IIponomkenne. Havano Ha ctp. 54.

B TaKUX IPyMIax pucka, Kak 00jabHbIE C Ha-
JIMYUEM CaxapHOro auadeTa M OXMPEHUS.
B perpocriekTBHOM aHaim3e OBUIO pac-
CMOTpPEHO 63 ncTopuy 00JIE3HU MALIMEHTOB
C TIONTBEePXKICHHBIM CYOKITMHIMYECKIM CHH-
npoMoM KymvHra, n3 HUX y OMMHHAAIATA
(17,5%) wabmiogancss nuabGeT, y JABOMX
(3,2%) otcyTcTBOBANIM KIMHUYECKUE TTPO-
SIBJICHUST TUTIEPKOPTULIM3MA.

IlepekpecTHOE MCCIEIOBAHIE BKITIOUAIO
90 malMeHToB ¢ OXKUPEHUEM U TJTIOXO KOHT-
poavpyeMbIM caxapHbIM auadbetom, UMT
cocrapnsin Gonee 25 kr/mM> u HbA,.>9%.
Bcem GosibHBIM Obla MpOBeIeHA HOYHasI
JleKcaMeTa30HoBasl mpoda ¢ 1 Mr mekcame-
Ta30Ha U y MalMeHTOB C OTCYTCTBUEM CYII-
peccry YpOBHS KOPTH30JIa ITPOBOMVIINCH
TECTbI C WCIIOJIb30BaHUEM 2 U § MI JeKca-
MeTa30Ha B TEUEHME ABYX CYTOK. Y YeThIpeX
HCCIIeOyeMBIX OTCYTCTBOBAJIO IIOHABIICHIE
KOpTH30JIa B TUla3Me Iociie mpueMa | mr
IeKcaMeTa30Ha, Y OXHOTO JTWarHO3 CHHII-
poma KyliivHra He ObUT TOATBEPXKIAEH MpU
MIPOBEICHUH TIPOOHI C MCTIOB30BaHUEM 2 1
§ Mr JgekcaMeTa3oHa, Y OCTaJbHBIX TpeX
nurarHo3 KymmHra Obl1 BepupUIIMPOBaH.
TakuMm o00pa3oM, pacIpOCTPaHEHHOCTH
cuHapoma KymmHra cocrasuna 3,3% vy
OOJTLHBIX C OXMPEHUEM U TIOXO KOHTPO-
JIUPYEMbIM CaXxapHbIM JUA0ETOM.

Ipynma yyeHsix n3 ®paHImMuU IpoBea
HCCIIeIOBAaHNE OIIEHKHN PacIpOCTpaHEeH-
HOCTU CYOKJIMHHUYecKOoro cuHapoma Ky-
IIWHTA Y TTaIlICHTOB C M30BITOYHON Mac-
COli Tela U caxapHbIM auabeToM 2 TUIIA.
Hccrnenoanue Bkimodano 200 rocrmrab-
HbIX OOJIBHBIX C TUIOXUM METa0OJIUYECKUM
koHTposieM, UMT 6Gonee 25 kr/m> u
HbA,.>8%. IlepBbIM CKPUHUHTOBBIM IIIa-
roM ObUIO MPOBENEHUWE HOYHOM JeKcame-
Ta30HOBOU MPOOBI C HUKHEN I'paHULICH 110
KopTuzoay MeHee 1,8 Mxr/min. 3 Hux y
148 maniMeHTOB KOPTH30J COCTaBIII MEHEe
1,8 Mkr/m, a'y 52 uccienyeMbix — Gosee
1,8 mxr/mi. IlaTh mauMeHTOB OBLIM MC-
KJTFOUCHBI U3 UCCICIOBAHUS, U IS JajTh-
Helimero aHanusa ObLIO OTOOpaHo 47
OOJIBHBIX, IUISI KOTOPBIX BTOPBIM 3TaIlOM
ObUIO OMpejaesieHue YPOBHSI KOPTHU30Ja
kpoBu B monHoub M AKTT, mupkamgHbIii
PUTM KOPTHU30JIa, CYTOYHBII aHAJIN3 MOUYU
Ha KOPTU30J U MaJlas IeKcaMeTa30HOBasI
npoba. TpeTbuMm 11arom ObLIa TOMTUYECKAas
nuarHocTuka. 1o ee pesynsratam, Ha BTO-
poM aTtamne obdcnenoBanuii y 30 maMeHToB
IMarHo3 cMHIpoMa KyimHra He moaTBep-
nunacs, y 17 — uMesnn MecTo OTKJIOHEHUS
XOTSI OBl B OJHOM M3 BHINIICTICPECUMCIICH-
HBIX UCClIeoBaHuii. Y 14 U3 HUX TTpoBee-
HBl BU3yaJIM3allMOHHBIC MCCJICIOBAHUS,
YCTAaHOBUBIIIME HAIMUKE alcHOMBI HAIITO-
YeYHUKA Y BOCBbMU OOJIbHBIX (Y TPOUX U3-
MEHEHUsI B HAIIIOUYCYHUKAX HE BBISIBIIC-
Hbl). Enlie y Tpoux maiueHToB 0OHapyKu-
o ageHomy runogusza. Takum oOpazom,
Jnaxe eciid OpaTb BO BHUMAaHUE TOJBKO
HOATBEPXKACHHBINA OITYXOJIEBBIN T'€HE3 THU-
MMePKOPTU30JICMUM, OUATrHO3 CYOKIMHU-
yeckoro cuHapoma KymmHra Obu1 ycTa-
HOBJICH Y OIWHHAIIATH OOCJIeIyeMBbIX
(5,5%) u euie y Tpoux nauueHtos (1,5%)
IWarHOCTHpOBaHa TumodusapHas 00-
se3nb Kyimnra.

56

HccnenoBanue, KOoTopoe MPOBOAUIOCH
cpeau JMIl C OCTEONOpPO30M, BKJIIOYAJIO
219 amMOynaTOpHBIX MALIMEHTOB C 3TUM 3a-
OosieBaHMEM 0e€3 KIMHUYECKUX IPOsIBIIe-
HUU runepkotunu3dMa. Bcem OOIbHBIM
JIBaXKIbI TPOBOIMIACH HOUHAS JeKcaMeTa-
30HOBas Mpoba. Takum oOpa3oM, CyOKIIM-
HUYECKUI TUIIEPKOPTULIU3M OOHAPYXKEH Y
4,8% mnaimeHToB ¢ ocTeonopo3om. Cyo-
KIMHAYECKUI TUTIEPKOTUIIN3M Y OOJTEHBIX
C OCTEOIIOPO30M TSKEJIOM CTENEHU U Tie-
peroMamu B aHaMHe3e coctaBui 10,8%.

HexkoTopblie aBTOpbI CYUTAIOT CKPUHUHT
Ha TUIEPKOPTHUIIM3M 003aTeIbHBIM TS
BCeX MalMEHTOB C MUHUMAJIbHBIM KJIMHU-
YeCKMM TO03PEHUEM, B TO K€ BPEMSI sl
aBTOPOB TIpeIjIaraloT OTPAaHUIUTH ITOITY-
JISLIMOHHbBIE UCCIeA0BaHUS TOJIBKO Mpeac-
TaBUTEJISIMM U3 JOKA3aHHBIX TPYII pHCKa
B CBSI3U C BBICOKOM YaCTOTOM JIOXKHOIOJI0-
JKUTEJbHBIX TECTOB.

Ha ocHoBaHWMM BBIIIIEU3IIOXKEHHBIX Ha-
OJIIOIGHUIT MOXKHO CENIaTh BBIBOI O TOM,
YTO pellleHNe O CKPUHUHTE Ha TUTIEPKOP-
TULM3M JOJDKHO TPUHUMATBCS Ha OCHO-
BaHUU KJIMHUYECKON KapTUHBI 3a00yieBa-
HUS U MBILUIEHUS Bpayva.

CorjnacHo TocieqHEMY KOHCEHCYCY
AMEpHKaHCKOTO OOIIecTBa SHIOKPUHO-
JIOTOB OBbLIM oOmpeaejeHbl KIMHUYECKUE
pPEeKOMEHIAIINM CKPUHUHTA TTAIIIEHTOB Ha
CKpBIThIA cuHapoMm KyiiuHra:

— 0OJIbHBIE C HETUTTUYHBIMU KJIIMHUYEC-
KMMM TIpU3HAKaM# I UX Bo3pacta (Ha-
MpUMEpP, OCTEOIOpO3, apTepuaiabHasl Tv-
MepTeH3US]);

— TalMeHTbl ¢ MHOTOYMCJEHHBIMU U
MPOTPECCUPYIOIIUMHA CUMIITTOMAMU, OCO-
OGEHHO T¢, Y KOTOPBIX OOJIBIIAS BEPOSTHOCTD
Hamnuusl cuHapoma KymmmHra (Hampumep,
C MHOIIATHEH, TUIETOPOI, KPAaCHBIMU CTPH-
sIMU, TTOBBILIEHHON TPaBMAaTUYHOCTBIO KO-
KU ¥ MSITKUX TKaHEW Y MOJIOIBIX JIMII);

— €T, OTCTaloII1e B pOCTe WK 00Ja-
naronire N30bLITOYHOIM Maccoil Tena;

— OOJIbHBIC ¢ MHITMAECHTAJIOMOM HAIIIO-
YEeUHUKOB, UMEIOLIEH BU3Yyaau3allMOHHbIE
MIPU3HAKU aJCHOMBI.

Yto KacaeTcsl KIMHUYECKON TaKTUKU B
OTHOULIEHWU JIUIL[ C BBISIBIEHHOW CKPBITON
TUIEPKOPTU30JIEMUEN U MHIIUAECHTAIOMOM
HaATOYEYHUKOB, TPEACTABISICTCS JIOTUY-
HOI M pallMOHATBHON cXeMa, TPeIIOKeH-
Hasi UTaJbsIHCKUMU yueHbiMu (M. Terzolo
et al., 2012). ABTOpHI TIpeAJiaraloT aKTHB-
HYIO XMPYPrUUECKYIO TaKTUKY IS TTallMeH-
TOB Mostoxke 50 JIeT U cAepKaHHYIO IS TeX,
kto crapuie 70 net. bompHbix 50-70 ner
C COIYTCTBYIOIIMMM TATOJIOTUUECKUMU TTPO-
SIBIICHASIMY,, KOTOPBIE TTIOTEHITAAIBHO MOTYT
ObITb OOBSICHEHBI TUMEPKOPTU3OJEMUEN
(cocynmucThie OCIOXHEHMS, apTepuaibHast
TUIIePTeH3UsI, TUTICPIIMKEMUST, M30BITOU-
HBII BeC, OCTEONOpPO3 U 1Ip.), UMEIOT HelaB-
HIOI0 MCTOPUIO BO3HMKHOBEHMSI, IIPOTPEC-
CUPYIOT WY TUIOXO MOAJAIOTCS KOHTPOJIIO,
TaKKe OTHOCSAT K KaTeropuMy MaIlMeHTOB,
ISl KOTOPBIX aIpeHaIdKTOMUS MOXET MpU-
HECTH OYEBUIHYIO MOJbB3Y. JmuTeapHoe Te-
yeHue 00J1e3HU C INIyOOKMMU HEOOpaTUMbI-
MU M3MEHEHUSIMU OpraHOB-MUILIEHEH Y
OOJTBHBIX CTAPIIIEro BO3pacTa, KaK IMPaBuIIo,
COTIPSIKEHO € HEBBICOKOU KIMHUYECKOU
5P HEKTUBHOCTHIO aIPeHATIKTOMUU.
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Cungpom Wepewesckoz2o-Tepnepa:
UCMOpUS U COBPEMEHHbIE
nogXo0bl K gUAZHOCMUKE

I TEYeHUID

Cungpom Lepewseeckoro-TepHepa (CLUT) aensierca ogHum us Ham6onee
PACMpPOCTPUHEHHBIX BPOXKAEHHbIX 306051eBaHMIA Y AeBYyLUEK U 06YCNOBEH NONHOM
WM YACTUYHOW X-MOHOCOMMEN, KOTOPAS MOXKET 6bITh NPEACTABNIEHA NPAKTUYECKHN
BO Bcex knetkax opraHusma. CLUT o6beaunHsieT uenblii psp, NOpoKOB PpAa3BUTUS U
HApPYLUEHUI CO CTOPOHbI BHYTPEHHUX OPraHOB, NPUYUHON KOTOPbIX ABJFIOTCA
XpomocomHbie abeppauun. Knaccuueckoe onucanme cuHapoma 6b1n10 Bnepebie
ony6nukoBaHo B 1938 r. amepukaHckum yueHbim Henry Turner, koTopbii
npeacTaBUi ONMUCUHUE CEMM JKEHLLWH, OHU UMENTU HU3KUIA POCT, NOJIOBOW
UHGOAHTUIUZM, KPbIJIOBUAHDbIE CKJIGAKM LUEU U BANbrycHylo Aedopmauuio
nokresBbix cyctaBoB. Ho ewe B 1929 r. Hemeukuii neguatp ns Mionxena Otto Ulrich
AaN ONUCAHUE CXOAHbIX KJIMHUYECKUX CUMITOMOB Y fieBO4YKM 8 ner.

Ewe panblue, B 1925 rogy pycckuii coBetckuii npodeccop H.A. LepewueBckuii
npuBesn AdHHbIe 06CNeaOBaHUS 25-neTHel XXEHLMHbBI, Y KOTOPO# 6bIsI0 OTMEUYEHO
HapylweHue ¢pusnyeckoro paseutus (HU3Kui pocr — 132 cm), HapyLIeHue NONOBOro
pasBuTHS (OTCYTCTBME BTOPUYHBIX NONOBbIX NPU3HAKOB, BHYTPEHHUX FeHUTANWH,
nepBUYHAS AMEHOopes), KPbINIOBUAHBbIE CKIIAAKM LWEU, HU3KAS FPAHULIA POCTA BOSOC
HO 3aTbifIKe, <roTUYeckoe He60», MUKPOTHATUS, FPYAHAS KNETKA C LUMPOKO
paccraBneHHbiMmu cockamu. B 1959 r. amepukanen C. Ford ¢ coaeT. Bnepebie npu
aTOM 3060NEeBAHMUM YCTAHOBUAM aHOManuio X-XpomMmocoMbl. B pycckosiabiuHOM
nuteparype 3a6onesaHue HasbIBaeTcs «cMHApPom LlepelueBckoro» uamu «CMHGPOM
LWepeweBckoro-TepHepa», B AHrNOA3bIYHONW — «cMHAPOM TepHepa», B HeMeLKOMn —

«cuHapom Ynbpuxa-TepHepa».

Pacnpoctpanennocts CIIT, mo pas-
HBIM JaHHBIM, cocTaBiseT oT 1:2500 mo
1:5000 HOBOPOXIEHHBIX IeBOYEK €BPOTIE-
ounHoi pacel. Ho mpeHaTanbHas yacTora
CIOT 3HauMTeNbHO BHINIE, YeM IMOCTHA-
TaJbHAsI: TOJBKO OKOJIO 1% 3>MOpHMOHOB
¢ kapuotunom 45X0O pocTuraroT cTaauu
pasBUTHSI 3peJioro miona, mout B 10-15%
clyyaeB TIPUYMHOM HEBBIHAIIMBAHMS
OCpPEMEHHOCTHU SIBISIETCSI MOHOCOMMSI
X-xpomocomsl (Ipeuanuna E.4A., 2010),
CITOHTAaHHBIE A0OPTHI TIPU X-XPOMOCOM-
HBIX aHOMaNMsIX cocTaBstioT ot 20 10 90%
(Gravholt C.H. et al., 1996; Saenger P.
et al.,, 2001; Ipewanmna E. f., 2010).
CraHgapTHBIE METOAbI JUAarHOCTUKU (Ka-
PUOTUIIMPOBAHUE) MOTYT OOHAPYXHUTb
TOJBKO TOJHYIO MoOHocomuio 45X0,
a TaKke HEKOTOphIe MO3aWMYHBIC HAOOPHI
XPOMOCOMHBIX aHoMmamuii — 45X/46XX,
45X0/46XY. Mexny TeM COBpPeMEHHbBIE
METOIbl ITUTOTCHETUYECKOro aHaau3a,
a UMEHHO METOJ XPOMOCOMHOTO 30HAM-
pOBaHUsI, MO3BOJISIOT OOHApYXUBaTh 00-
Jiee JIeTabHBIC XPOMOCOMHBIE aHOMAJIHH:
o maHHeiM M.B. Ranke, tonbko 50-60%
6ombHBIX ¢ CIIT nmeror 45X0O — MOHOCO-
muio, ot 10 1o 13% neByliexk — Mo3any-
Heiii  Bapuant CIOT  (xapuotun
45X0/46XX). ¥V 5-6% mnaimeHTOB BCTpe-
YaIOTCST CTPYKTYPHBIE aHOMAJIUU X-XpO-
MOCOMBI: M30XpOoMOCOMBI X (i), KOJbIIE-
Bast X-xpomocoMma r (X), meaerus KopoT-
Koro mieya (Xp-) WIM JUIMHHOTO ILieYa
X-xpomocombl (Xq-). BrIpaxkeHHOCTH
KJIMHUYECKUX CUMITTOMOB B 3THX CITyJasix
ompesiessieTcsl psaoM (GakTOpoB: COmep-
JKaHMeM KiIoHa 45X, 6aaHcoM MaTepuraia
X-XpOMOCOM B APYToil KIETOUHOU JIMHUU
¥ HaJu4YueM WJIM OTCYTCTBHEM B Hel
Y-XpoMOCOMBI, OpraHHO-TKaHEBbIM PacCII-
penejieHUeM pPa3IMYHBIX KJIETOYHBIX JIU-
Huit. KonndyecTBeHHBIE, KaueCTBEHHBIC
WU CTPYKTYPHBIC aHOMAJINH X-XPOMOCO-
MBI MOTYT OBITH CIICICTBHEM HapyIICHUS
TPOIIECCOB MEHOTUYECKOTO PACXOKICHUS
XpOMOCOM, UYTO TPUBOIUT K aHEYIIOH-
I, MOJIeKyJISIpHBIN aHaJIN3 X-XpOMOCO-
Mbl Yy 607bHbIX CLUT 1 ux poguteneit mno-
3BOJIUJI YCTAaHOBUTH, UTO X-XpOMOCOMa
npu Kapuoturie 45X0O mpakTUYEeCKU BO
BCEX CydasX MMeeT MaTepUHCKOE IIpO-
ucxoxneHue. J1o cerogHsIHero BpeMeHu
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MPUYMUHY BBIOOPOUYHON HECTaOUIBbHOCTHU
POINTEIHCKOTO Te€HETMUECKOTO MaTepua-
Jla yCTAHOBUTD HE YIAJIOCh. X-XPOMOCOM-
HbIe aHOMAJIUM TIPUBOAIT K HapyLICHUSIM
9KCIPECCUM WM PEryIsIiUM TeHOB, obec-
neyuBawIUX 1uchd@epeHIIMPOBKY U pa3-
BUTHUE SUYHUKOB (Jokychl pll.1-11.3
u ql.2-2.1), akTO- U Me30IepMaTbHBIX
KJIETOK, HapylieHue (PyHKLUUNA KOTOPBIX
MPUBOIUT K 3alepxkKKe pOCTa, KOCTHBIM
aHOMaJusIM, Mopokam pa3BuTus. B HacTo-
siiiee BpeMs yxke 10Ka3aHo, 4To huznyec-
KO€ DPa3BUTHUE peOEHKa 3aBUCUT OT TeHa
SHOX), 1oKaan30BaHHOTO B TICEBIOAYTO-
COMHOI 00J1aCTH B KOHIIE KOPOTKOTO TIJIe-
ga X-XpoMocoMbI (Xp22.3), a ero CTpyK-
TypHOE HapylleHWe MPUBOAMT K HHU3KO-
pociaoctu y gereit ¢ CIIT. CHuxeHue
9KCIPECCUM 3TOTO TeHa MOXET OBITh aCCO-
LUAPOBAHO HE TOJIBKO C HU3KOPOC-
JIOCTBIO, HO M ¢ JAepopMaIusIMu CKeJleTa,
a UIMEHHO BaJIbI'yCHO# nepopMalmeii cke-
JieTa, TOTUYECKUM HeOOM, YKOPOUEHHEeM
KOHEYHOCTeI M TSCTHBIX KOCTEH, TUIo-
TUTa3ueil 4YeTBEepThIX MeTaKapHaJbHbIX
kocreit. Jedopmanus Madelung ormeua-
etcs He Toibko rpu CLT, Ho u ipu cuH-
pome mucxoHmpocrteo3a Leri-Weill (3a60-
JieBaHME, TIPY KOTOPOM OTMEYaroTCsl CKe-
JnetHble aHomanuu, cxoxue ¢ CIIT) (Rao
E.etal., 1997). IToBpexnenue B SHOX-re-
He MIPUBOANT K HAPYIIECHUSIM CTPYKTYPHO-
(PYHKIIMOHATHHOTO PAa3BUTHUS TUCTATBHBIX
KOCTE KOHEYHOCTEN U KaK CJIEACTBUE —
JTUCITPOTNOPLMOHATILHOMY pa3Mepy CKelle-
ta 6osbHbIX CIIT (Kosho T. et al., 1999).
Huarno3z CIIT moxeT OBITh YCTaHOB-
JIeH YK€ Y HOBOPOXKIEHHOTO pedeHKa. Tem
He MeHee M3-3a HeIOCTAaTOTHOI OCBEIOM-
JICHHOCTHU TIeIMAaTPOB O CUMIITOMaX 3a00-
JIEBaHUSI €r0 YacTO AUArHOCTUPYIOT B MO/~
POCTKOBOM BO3pacTe, KOTaa poauTenu 00-
palllaloT BHUMaHWE Ha HU3KHUE TEMIIbI
pocTa OEeBYIIKN W OTCYTCTBHUE Y Hee IpH-
3HAKOB TI0JIOBOTO CO3PEBaHUS.
Kmunnyeckue npossnenuss CLIT pa3z-
HOOOpa3HbI, OHU 3aBUCSIT OT CTETICHU XPO-
MOCOMHBIX aHOMAJIMI, HO KJIACCUYECKU-
MU TTOCTOSTHHBIMUA CUMITTOMaMHU STBJISTIOT-
cs 3alIepKKa pocTa M TUIIEPTOHAZOTPOII-
HBII TUMOroHanu3M. Hambosee wacThiMu
kamHudeckumu npusHakamu CIIT cre-
ayeT cuuTaTh (Mo gaHHbBIM Ranke, 1990,
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¢ pononHeHusmu denos M.W. u coaBrt.,
1998) Takme, Kak:

* nucreHesus roHan (1o 100%);

* HU3KUI 110 OTHOLIEHUIO K CPOKY TeC-
TallUM POCT peOeHKa MpU POXICHUM, 3a-
JIepKKa pocTa IMOCje POXACHUS, HU3KUI
pocT Bo B3pociioM Bo3pacte (mo 100%);

* HapylleHWe YepeITHO-JIMIEBOTO CKe-
seta (1o 80%): MUKpOTHATHSI, HApYILIEHKE
MPUKYca, Y3KOe, FTOTUYECKOoe Hebo;

* HapyLICHUS CO CTOPOHBI KOXU U ITPU-
JaTKOB KOXU (10 80%): OTEYHOCTH KUCTEi
W CTOIl B IIEpHOJE HOBOPOXICHHOCTH,
MHOXKECTBEHHBIC ITMTMEHTHBIC HEBYCHI,
TUTIEPTPUX03, MUCILIA3UsST HOITEH, aio-
MeLus, BUTUIUIO, MU3MEHEHUSI IepMaro-
ruGUYEeCKUX PUCYHKOB (yBeJIMYEeHUE
cyeTa rpeOellkoB);

* KOPOTKasI TOJICTasI IesT, HU3KUI POCT
BOJIOC C JIMHMEN pocTa BBEPX, KPBHIJIOBUI-
Hble cKIaaky meu (1o 80%);

* BAaBJIeHHas IpydHasl KJeTKa, IIK-
POKO pacCTaBJI€HHbIC, BTSIHYTbIe COCKHU
(10 80%);

* TITO3, 3ITMKAHT, MAOITHS, KOCOTJIa3ne,
aucrarm (20-40%);

* nedopmalusl YUIHBIX PaKOBUH (pa3-
BEPHYThIE YILN), YACThle OTUTHI, HApYIIIe-
Hue cayxa (40-60%);

* HapyLieHus pa3BuThs ckenera (10 40%):
cubitus valgus, KOpOTKME MeTakaprab-
HBbIE KOCTH, CKOJIM03, HAapyIIeHNEe CTPYK-
TYPbI KOCTHOM TKaHU (I'y0uaTasi CTpyKTypa
KOCTHOM TKAHU IO JAHHBIM PEHTICHOJIO-
TUYECKOro 00CIeI0BaHMUS);

* CTEHO3 YCThSI A0PThI, JIBYCTBOPYATOTrO
aopTanbHoro kianaHa (JIAK), nunatauus
u/unu aHeBpusma aopTthl (40-50%);

* mopoku pasButus mouek (35-40%):
MOAKOBOOOpa3Hasl IOYKa, aruia3us Iod-
KU, U3MEHEHUS JIOXaHOK ¥ MOYEBBIBOJISI-
LIMX TyTeid, aHOMaJIMK COCYIOB MTOYEK.

B HeKOTOpBIX clydasgX MO3aMdIHYIO
(popmy CHIT n0BOJILHO TPYAHO AMArHOC-
TUPOBATh, IIOPTOMY BeAylliWe Ieauar-
PBI-9HIOKPUHOJIIOTY MHUpPa PEKOMEHIYIOT
BCEM JIEBYILIKAM C 3a[epKKOI pocTa 1,/ 1in
C 3alepKKOi mybepraTa IPOBOAUTh I'eHe-
TUYECcKoe 00ciefoBaHUE C 00s13aTeIbHBIM
ncciaenoBanmeM Kapuotuna. CoriiacHo
MexayHapoaIHOMY KOHCEHCYCY IO Bejie-
Huto aeBymrek u xeHmmH ¢ CLIT (2007)
HEO0OXOIMMO IIPOBOAUTH CTAHIAPTHOE Ka-
puotunupoBaHue B 30 KieTkax, Kak 3TO
PEKOMEHIOBAaHO AMEPUKAHCKOW KOJIe-
rueil MeauIMHCKON reHeTMKu (American
College of Medical Genetics), 4To O3BO-
JISIET C BEPOSITHOCTBIO B 95% upeHTH(DU-
uMpoBath He MeHee 10% MO3aM4YHBIX Ba-
puaHTOB. 111 YTOYHEHMUSI MOXKET ObITh
MPOBEICHO IOIOJHUTENEHOE MCCIIeI0Ba-
Hue (ayopeclieHTHON TMOpuaM3aluu in
situ (FISH).

YacTrora M THNBI AHOMAJMI CepaedHO-
cocyaucToii cucrembl. HaumbGomee cepbes-
HBIMU ¥ ONACHBIMU TSI XXKM3HU nedekTa-
MM, CBSI3aHHBIMU C aHOMaJIMeil X-XpoMo-
COMBI, SIBIISTIOTCS TIOPOKHW Pa3BHUTHS Cep-
JEYHO-COCYIUCTON CHUCTEMBI, KOTODBIE,
10 JaHHBIM Pa3HBIX aBTOPOB, TUATHOCTH-
pytorcss y 50% o6GoabHbix (Gotzsche C.,
Krag-Olsen B., 1994; Volkl T.M. et al.,
2005). Taxkenble TOPOKU Pa3BUTUSI YACTO

310pOBA” YKpaTHU
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HECOBMECTHMMBI C XKM3HBIO. B HECKOIBKUX
HCCIEeI0BAaHUSX TMPOBOIMIOCH M3yYeHUE
yacToThl KoapkTauu aopTsl (KA) u JAK
Ha Oosblux rpymnmnax 6ojpHbix ¢ CIIT
(Gotzsche C., Krag-Olsen B., 1994;
Volkl T.M. et al., 2005; Loscalzo M.L. et
al., 2005). Cymmupyst pe3yabTaThl 3TUX HC-
cJeoBaHMi, MOXHO YTBepKaaTh, yTo KA
otMmeuaetcst y 11-30% manmenTtok, JAK —
y 25-55%. Y GOJBbHBIX C BBIPAXKEHHBIMU
KPBIJIOBUIHBIMU CKJIAIKAMU IIIeW YacTOTa
BcTpeuaeMoct KA n JIAK BbIlIe B 4eThI-
pe pa3a (Loscalzo M.L. et al., 2005). ITo-
CJeNHUE WCCAeNOBaHUSI CpeAu OOJbHbBIX
CIIT, npoBeaeHHbIE ¢ UCIOJIb30BAHUEM
MarHUTHO-PE30HAHCHOTO aHTUorpadu-
YeCKOTO CKAHMPOBAaHUS, CBUIETEIHCTBY-
0T O BBICOKO# pacIpoCTpaHEHHOCTH CO-
CYIUCTBIX aHOMAJIMI ¢ HESICHBIM KJIMHU-
yeckuM 3HavyeHueM. K aTuM nomosnHu-
TEJIbHBIM COCYIUCTBIM aHOMAaJIUSIM OTHO-
CATCS: YaCTUYHBIM aHOMAaJbHBIN MpeHax
JIETOYHBIX BeH U TEPCUCTUPYIOIIAs JIeBast
BepxHsis mosast BeHa (y 13% GOJIbHBIX 110
CpaBHEHUIO ¢ MeHee 4yeM 1% B o0lueit mo-
MyASILUKN), HEOOBIYHBII YTOJ U YAJIMHEHUE
nyru aopThl (Y 50% GOMBHBIX), YTO MOXKET
OBITh KOCBEHHBIM TPU3HAKOM HaJIWUYUS
aHOMaJIMH a0PTABHOM CTEHKH, CKIIOHHOM
K munatanuu u pacciaoeHuto (Chalard F
et al., 2005; Ho V.B. et al., 2004). Pacmiu-
peHME U paccIOeHUe aopThl B COYETAHUU
C CUCTEMHOW TMIEPTEH3UEN OCTAETCS Ha-
nbosiee 3HAYUMBIM OCJIOXHEHUEM, COTPO-
BOXTAIONIMM aHOMAallMM Pa3BUTHUS Cep-
JIEIHO-COCYIUCTON CHCTEMBI Y OOJBHBIX
CILIT.

VY 6onbHbIX CLIT ¢ n3oxpomocomoii Xq
3HAYUTEJIBHO MOBBIIIAETCS PUCK PA3BUTHS
ayTOMMMYHHBIX 3a00JIeBaHMil, TaKUX Kak
ayTouMMYHHBbII Tupeounut (AUT), uenu-
akMs, caxapHblii amaber (Sybert V.P.,
McCauley E., 2004; Bonamico M. et al.,
2002). CxnonHocTh K AWUT moBbllaeTcs
B ITEPBBIE TPU JIeKaIbl )KU3HU. YCTaHOBJIE-
HO, YTO aHTUTUPEOUTHBIE aHTUTEJIa OTIpe-
JEJS0TCS TToUTH Y 60% MOJIOABIX XKEHIIUH
¢ CHIT, HO TONBKO ¥y 20-30% Takux KeH-
IIMH pa3BUBAETCS TUIIOTUPEO03 (B OTANYHUE
oT 1,5% >XeHIIMH B OOLIEH MOMyJIsIum).
YautsiBas BeiIcOKUI puck pa3sutust AUT,
nesymkam ¢ CIOT mpoBoauTcst exerom-
HBI{ CKPUHMHT C OIpeAesieHNeM YPOBHS
THPEOTPOITHOTO TOPMOHA M CBOOOIHOTO
T4 B xpoBM HauMHas ¢ 4 et xku3Hu. Yac-
TOTa LIEJUAKUKA cOoCTaBisieT 10 6,4%, 4To
JIOCTOBEPHO BBIIIIE, YeM B OOIIIEIA ITOTTYIIsI-
unu (1%).

YMCTBEHHOE Pa3BUTHE JEBOYCK U XKEH-
mnH ¢ CIIT o6b9HO HOpMaJIbHOE, OJHA-
KO OOJIBIIIMHCTBO MCCIeAOBaTeIeii OTMe-
YalT, YTO y OOJIbHBIX JAOCTATOYHO YacTo
WMEIOTCS Pa3uYHbIe TCUXOJOTHMYECKUE
npooaeMbl. [ 60IbHBIX XapaKTepHbI Ha-
pYLICHUS COIMAIBHON amanmTalliyd, HU3-
Kas caMOOIIeHKa. B ¢BsI3u ¢ HU3KMM poc-
TOM U TIOJIOBHIM MH(AHTUIN3MOM TaKue
JKEHIIMHBI 4acTO OTMEYaloT YXyAIlIeHue
KayecTBa KU3HM.

IlonoBoe passutue. [TosoBoit uHMaHTU-
J13M (TIEpBUYHBIN TUIIOTOHAIN3M) SIBIISICT-
CsI OMHUM 13 BEAYIINX KITMHIISCKNX CUMII-
TOMOB 3a00JIeBaHUS W JMAaTHOCTUPYETCS
noutu y 100% nanmenrtok. [ucronornyec-
KUe MCCICIOBAHUS SIMYHUKOB Yy ILJIONOB
¢ CIUT He BBISIBWIM KaKUX-JTUOO Hapylie-
HUI B cTpykType 10 14-18 Henm recranumu.
OnHako TepMUHATUBHBIC KJIETKH BO BTO-
poii MOJOBUHE OEPEMEHHOCTH, a OOIUTHI
Ha MOMEHT POXIeHUs pedeHKa ObICTPO Ae-
TeHEepUpPYyT (ecau He ObUIO CaMOIpOu3-
BOJILHOTO abopTa), M Ha MecCTe SMYHUKOB
oTMevaloTcs (PUOPO3HBIE TIXKU.

VY GonbHbIX ¢ KapuoTtunoM 45X0/46XY
WIN ¢ aHOMaJUsSIMU Y-XPOMOCOMBI J0Ka-
3aH BBICOKMI pUCK BO3HMKHOBEHMS TOHA-
n007aCTOM 3a cueT TpaHchopMaluy AUC-
reHetuueckux roHana (Gravholt C.H. et al.,
2000).

V neBouyek ¢ CIUT yacto anarommnyec-
KJ BHYTPEHHUE IOJIOBBIE OpraHbl chop-
MMPOBaHbBI MPAaBUJIbHO, OAHAKO MPU OTCY-
TCTBUM 3aMECTUTEIbHON TOPMOHAIbLHOMI
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Tepanuu UMEIOT UHOAHTUIBHYIO CTPYK-
Typy M B cTapiiueM Bo3pacTe. MojouyHble
XeJe3bl OTCYTCTBYIOT. B HEKOTOpPBIX Cily-
yasgx (5-10%) B MOAPOCTKOBOM BO3pacTe
MOKET OTMEYaThCsl CITOHTAHHOE HAYallo
mybepTaTa — CKyITHOE JIOOKOBOC MM aK-
CUJIISIpPHOE OBOJIoCeHMe. B penkux ciyua-
sax y 6oabHbeix CHIT oBapuanbHasa GpyHK-
LIMSI MOXET OBITh TOCTATOYHOM, HO CITOH-
TaHHBIA MybepTaT B OOJBLIUHCTBE Cayva-
€B He TIPUBOIUT K CTOMKOMY UIMTEIHLHO-
My HOpPMaJIbHOMY (YHKIMOHUPOBAHUIO
roHagHoi ¢yHkuuu. JlokazaHo, 4YTO
CIMIOHTAHHBIN MyOepTaT BOSHUKAET 3HAUM -
TEJIbHO Yallle y JEBYIIeK ¢ MO3aUYHbIMU
¢opmamu CIIT 1o cpaBHeHUIO ¢ 0O0JIb-
HBIMA ¢ MOHOcoMHmeit 45X0. Mexmy Tem
B JmTepaTtype omnucaHbl 40 XeHIIUH
¢ CIIT, xoroprie umenu 100 camocTosi-
TeJbHBIX OEpeMEHHOCTE!, 3aKOHYMBIIUX-
cs POXIECHHEM 68 310pPOBBIX HOBOPOXK-
nmenaeix (Hovatta O., 1999; Birkeba-
ek N.H. et al., 2002). ConepxaHue roHa-
JIOTPOITHBIX U TTOJOBBIX TOPMOHOB B KPO-
Bu 6onbHbIX CIIT xapakTepHo 111 Kac-
CHYECKOI0 I'MIIEPrOHaIOTPOITHOIO THUIIO-
TOHaJM3Ma: MOBBIIICHUE YPOBHS (DOJUIH-
KyJaocTuMynupyoiiero ropmona (MOCT)
OTMeYJaeTCs yKe B ITIepBBIC MECSIIBI XKU3HU
pebenka u Habmogaercd o 1,5-2 net. 3a-
TeM, 10 5-6 JIET, ypOBEHb FOHAIO0TPOITHBIX
TOPMOHOB MOXKET ObITh HOPMAJIbHBIM WU
HE3HAYNTEJHbHO TOBBIIICHHBIM, YTO CBSI-
3aHO C aKTWBAallMeil LIEHTPaJbHBIX Mexa-
HU3MOB PEryIsIlMd TOHAIOTPOITHOM
(GYHKIIMY ¥ He3aBUCUMOI CeKpelneil ro-
HaIOTPOIMH-PWIM3UHT-TOpMOHA. [TouTtu
¢ 5-6 jeT oTMevaeTcss 3HaYMTEIbHOE T10-
BBILIIEHUE YPOBHS JIOTCMHU3UPYIOIIETO
ropmona (JIT') u ®CT, conepxkaHue KOTo-
PBIX B KpPOBHU IIPEBBIIIACT BO3paCTHHIC
HoOpMEI Oostee yeM B 10 pa3 B repuon Imy-
oeprara. CiaenyeT OTMETUTh, UYTO 3aMECTH -
TeJbHasl Tepanus IMpernapaTaMyd 3CTpore-
HOB HE TIPUBOJIUT K 3HAYMTEILHOMY CHU-
xxenuto ypoBHs JII' u ®CI, HekoTOpbIe
aBTOPBI CIMTAIOT, UTO 3TO CBSI3AaHO C TeHE-
TUYECKNA OOYCIOBJICHHBIMU HapyIICHUS-
MM YYBCTBUTEJIBbHOCTU IepUBEepUICCKUX
peLenTopoB K BO3ACHCTBUIO TOHAZOTPO-
ITMHOB.

Poct u comatoTponHas (h)yHKIusI rumo-
duza. 80-100% neByllleK pOXIAIOTCS
C HM3KOM Maccoi Tela, JJIMHOM Tella Me-
Hee 3 MepLeHTWIN IJIs JaHHOTO TecTallv-
OHHOTO BO3pacTa. DTO KJIaCCUYECKUI CITy-
yaif BHYTPUYTPOOHOU peTapmalvu pocTa
miona (SGA-cuHapoM). Y OOJbHBIX
¢ CIIT oTMmeuaroTcss HU3KME TEMITBI POCTa
B IIEPUO. IETCTBA M OTCYTCTBHUE MyOepTat-
HOT'O POCTOBOIO CKayka B IOIPOCTKOBOM
Bo3spacte. CienyeT OTMETUThb, YTO Y OO0JIb-
muHcTBa AeByuiek ¢ CLUT Ha nepBbix 2-
3 romax KM3HU TEMIThl POCTa COOTBETCTBY-
0T HOPMaJIBHBIM TT0Ka3aTelIsaM. 3amepikKa
CKOpPOCTH pPOCTa HAUYMHAET OTMEYAThCS
¢ 4-5 neT u mporpeccUpyeT ¢ BO3PacTOM.
KoHeuHbIi1 cpenHuil pocT B3pOCbIX XKEeH-
muH ¢ CIIT, He moayyaBIIMX POCTOCTHU-
MYJUPYIOIIYIO Tepamnuio TMpernapaTaMu
TOPMOHA pOCTa, B CPEIHEM COCTaBJISICT
148 cm, yto Ha 20 cM MeHBbIIIE, YeM y 310~
POBBIX >KE€HIIMH €BPOIEUCKOM ITOIyJIs-
uuu. K coxaneHuio, ”HOTAa MMEHHO HU3-
KU POCT M OTCYTCTBUE TOSIBICHUS BTO-
PUYHBIX TTOJIOBBIX MIPU3HAKOB yXe B CTap-
1IIeM BO3pACTe 3aCTaBISIOT 00PaTUTh BHU-
MaHHe Bpauel-TieANaTpOB Ha TaKUX JEBO-
YeK M HalpaBUThb UX Ha 0OcCIemoBaHHUE
K JETCKOMY 3HIOKPUHOJOTY WM Meauar-
py. 3a 11 7eT coOCTBEHHBIX HAOIIOIEHUI
y 28 malueHTOK, MOoJyyaBILIUX B JaJbHe-
1IeM 3aMEeCTUTEIbHYI0 TepaIiiio Ipernapa-
TaMM TOPMOHA pOCTa, 3a00JieBaHNE OBLIO
BIIEPBbIE TUArHOCTMPOBAHO B BO3pacTe
12-14 ner B 19 cayyasx (67,9%).

PoctocTumynupyromas tepanus. Llenbio
POCTOCTUMYJTUPYIOIIEH Teparuu SIBJSIOT-
csI: HOpMaJn3aImus pocTa B BO3MOXHO 00-
Jiee paHHEM BO3PAacCTHOM IIepuoe, MHIYK-
LM TyoepTaTa B HOpMaJIbHOM JUISI Havajia
nybepraTa BO3pacTe, MOCTUXKEHUSI HOp-
MaJIbHOTO KOHEYHOTO0 pocTa. B HacTosiee
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BpeMsI MMeEIOTCS yOemuTeIbHbIC NaHHBIE
00 3(p(eKTUBHOCTU U 0€30MaCHOCTH TPU-
MEHEeHUs TIperapaToB PeKOMOWHAHTHOTO
ropmoHa pocta (PI'P) y 06oabHBIX
¢ CIIT. B omHOM 13 TIePBBIX MHOTOILICHT-
POBBIX PAaHIOMU3MPOBAHHBIX MCCIICIOBA-
HUi1, TpoBeaeHHBIX B Jlanuu B 1989 1., ObI-
JI TOJyYeHbl yOeAUTebHbIE TaHHbIE OT-
HOCUTEJIbHO 0€30MacHOCTU U 3(PheKTUB-
HOCTU pa3inyuHbiX 103 PT'P misg nedyeHust
nesyniek ¢ CIIT (Van Pareren Y.K. et al.,
2003). [Joka3aHO, YTO BBICOKHE TepalieB-
tryeckue 036l PI'P mo3Bonunu poctuyb
KOHe4Horo pocta 157,6-163,6 cm. Makcu-
MaJjibHasi CKOPOCTb pocTa — OT 8 10 15 cm
B IO/l — OTMeYaeTcs B MepBbIA roj jeue-
HUs, 0cOGeHHO B TiepBbie 3-6 Mec. Ha BTo-
pPOM TOmy JIeYeHUS CKOPOCTh CHUXKACTCS
1o 5-6 cm B roa. ITokasarenu ckopocTu
poCcTa Ha BTOPOM U TPeTheM rojax Tepa-
MUY JOCTOBEPHO HE pPa3InyaloTcs.

CobctBeHHBIN mouTH 10-JI€THUI OIBIT
nmeyenus pereir ¢ CIIT B XapbKoBCKO
00J1acTH Pa3TUIHBIMA TEHHO-WHXXEHEep-
HeiMU npenapatamu PTP u onmbIT mHO-
CTPAHHBIX JETCKMX SHIOKPHHOJOIOB
(Rongen-Westerlaken C. et al., 1992) cBu-
JIETEJLCTBYIOT O BBICOKOH 3(h(heKTUBHOC-
TH TaKOil POCTOCTUMYIMPYIOUICH Tepa-
. [Ipu paHO HayaTOM W PETYISIPHOM
JICUCHUM YyHOAeTCs OOCTUYbh COLIMATbHO
3HAYMMOTO KOHEUHOTO POCTa Y 3TOr0 KOH-
TUHTEHTa 0OJBHBIX. [ToMMMO yBeTMUEHMS
JIMHEHOro pocTa, B Mpoliecce Tepanuu
PI'P oTmeuaroTcst moaoXUTebHbIE U3MeE-
HEHUsS B TOPMOHAJIbHOM, MeTaboimuec-
KOM, TICUXMYECKOM CcTaTyce OOJbHBIX.
AnHabonuyeckue, JUIOJUTUYECKUE U
KOHTPUHCYISIpHbIE 3 GHEKTH COMaTOTPO-
IMMHA TIPOSIBJISIIOTCSI YBEJIMUYEHUEM MBI-
IICYHON CHMJIBI, YIy4IIEHWEM ITOUYECYHOTO
KPOBOTOKA, IIOBBIIICHUEM CEPACYHOTO
BBIOpOCA, YBEIMYCHUEM BCaChIBaHUS
KaJIbIUS B KUIIEYHUKE U MUHEPATU3aLUU
KocTeil. B KpoBU CHIXalTCsS YPOBHU JIN-
MONPOTEUHOB HU3KOM MJIOTHOCTH, YBEIU-
YUBAIOTCS B Ipeaesiax HOPMBI YPOBHU IIIe-
JlouHOM (ocarasbl, dochopa, MOUEBU-
HBI, CBOOOMHBIX XUPHBIX KUCIOT. [ToBBI-
1IAeTCsl XKU3HEHHBI TOHYC MalMeHTOB,
3HAUUTEJbHO YIY4lIaeTcs] KauyecTBO WX
KU3HU. JIeTH OXOTHO TPUHMMAIOT Jiede-
HHe, MHOTHE JeJIal0T MHBEKIINU CaMOCTO-
SITETTBHO.

Wuaykuuss ny0eprata IPOBOAMTCS
C TIPUMEHEHMEM IpernapaToB 3CTPOreHOB
U J0JDKHA MMUTMPOBATh TPOLECC HOP-
MaJIbHOTO MOJIOBOrO pa3BUTHUs. JIUTeNb-
HOE BpeMsI CUMTAJIOCh, YTO 3aMECTUTEIb-
HYIO TepaItiio 3CTPOreHaMH HY>XKHO Hauu-
HaTb He paHbIle 15 JeT C LeIblo ONTUMU-
3allMy POCTOBOTO MOTeHIMana. B HacTos-
1ee BpeMsl COMIaCHO MTOTOBBIX JAaHHBIX
MexayHapogHOro KOHCEHcyca IO Jieue-
Huto 6onpHBIX ¢ CLIT ycraHOBNEHO, YTO
Tepamnus 3CTpOreHaM1, KOTOPYIO HauyMHa-
10T B Bo3pacte 12 net B couetanuu ¢ PI'P,
HE OKa3blBaeT HETaTMBHOIO BJIMSIHUSI Ha
koHeuyHbIn pocT (Rosenfild R.L. et al.,
2005; Soriano-Guillen L. et al., 2005).
[TocKONBKY TEMITBI pocTa OOJBHBIX IIPU
KoMOuHUpoBaHHOI Tepanuu PI'P B coue-
TaHUM C HUBKUMM J03aMH 3CTPOTCHOB
COXPAHSIIOTCSI BBICOKUMU, HE CJIeAyeT OT-
KJ1aabIBaTh MHULIMALIMIO MyOepTaTa ¢ LieJIbIo
yBeJIMYEHUs] KOHEYHOro pocra. 3amepkkKa
mybepTaTta, KOTopasi CIIOCOOCTBYeT paHHEH
OBapMajJbHONM HEIOCTATOYHOCTU, MOXET
YCWJINBATb HETATUBHBIN TICUXOJIOTUYECKUIA
CTaTyC TaKuX AEBYIILIEK.

B zakniioueHue cieayeT OTMETUTh, UTO,
HECMOTpS Ha TOBOJbHO MHOTOUYMCJIEHHbIE
HccaeI0BaHUs, OCTAIOTCS BOIIPOCHI,
Ha KOTOpHIC eIlle IPEACTOUT OTBETUT,
3TO — OIpelneeHrue ONTUMAIbHOTO BO3-
pacrta Hauana neyeHust PI'P, nydiiero me-
TOAA 3aMECTUTEJbHOM Tepamuu IOJIOBbI-
MH CTepOMIaMU B TEUCHHE JKIU3HU, CTICIIN-
(puueckoif KOPPEKINU TICUXOJOTUICCKIX
mpo6aeM, TPO(PUIAKTUKH OCTEOIIopo3a
U CEepIeYHO-COCYIMCTHIX 3a0o0JIeBaHUM
y 6onbHbIX ¢ CIIT.
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