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METOJ0JIOI'us1

MeTo/1b1, HCTIOTB30BaHHBIE TSI COOPa/CEeNEKIINN I0Ka3aTeIbCTB. KITMHIYeCKne MeTOANIeCKHe
pexoMeHanuu coctabieHbl Ha ocHoBe Metonosiorud SIGN (Scottish Intercollegiate Guideline
Network; URL: http://www.sign.ac.uk). Jloka3arenbHoi 0a30if i PEeKOMEHIAINIA SBIISFOTCS
nyonmukanuu, Bomeamue B MEDLINE, EMBASE, ORPHANET, KoxpaHoBckyio OHOIHOTEKY,
06azy nmanHpix OMIM. bbuiM uCHOIB30BaHBl HMHTEPHET JaHHbIE, IPEJICTaBICHHbIE Ha

MEKIYHApPOAHBIX (WWW.genetests.orq) u HaruoHaIbHBIX caiiTax OOLIECTB PEAKHX OOie3Hei u

oOmIecTBeHHBIX opraHuzanuil. [myouHa momcka coctaBwia ¢ 1995 mo 2014 rr. Metonsl,
UCIIOJIb30BAaHHBIE Ul OLICHKM KadecTBa W CHJIbl Jl0Ka3aTrenbCTB. OIlleHKa 3HAYMMOCTH B
COOTBETCTBUM C PEUTUHIOBOM CXEMOW [JI1 OUEHKH CHJIbI PEKOMEHJAIMN: KayeCTBEHHO
MPOBE/ICHHBIE METAa-aHAJM3bl, CUCTEMATUYECKUE WJIM PaHIOMU3HPOBAHHBIE KOHTPOJIUPYEMbIE
UCCIIEIOBAaHUSI C HHU3KAM PUCKOM CHCTEMaTHYECKHX OMIMOOK; BBICOKOKAYECTBEHHBIE
CUCTEMaTH4YeCKue 0030phl MCCIENOBAaHUN CIy4ail-KOHTPOJb WM KOTOPTHBIX MCCIEI0BaHUM;
BBICOKOKAUECTBEHHBIE 0030PbI MCCIEI0BaHUMN CITy4ail-KOHTPOJIb WJIM KOTOPTHBIX MCCIIEIOBAHUN
C OYeHb HU3KHM PUCKOM I(P(HEKTOB CMENIMBAHUS WIA CUCTEMATHUYECKHUX OIIUOOK M CpeaHen
BEPOATHOCTHIO IPUYMHHOM B3aMMOCBS3M. YPOBEHb JoKazarenpbHocTH 2++ - 1+, Cuia
pekoMeHanuii  oneHuBanack 1o Okcdopackoir mkame. [[as omeHKH KadecTBa, CHIIBI
JI0Ka3aTeNbCTB M (POPMYIUPOBAHUS PEKOMEHIAINI HCIOJIB30BaJCs KOHCEHCYC JKCIIEPTOB.
WNuaukatopel nodpokadectBenHoi mpaktuku (Good Practice Points, GPPs) 6azupoBanuce Ha
KIIMHUYECKOM OITBITE pabouelt rpymIbl IO pa3padoTKe PeKOMEHIAINil. DKOHOMHYECKH aHAIIN3 U
nyonukanuu no (apMakodKOHOMHUKE HE aHaJU3WpOBANUCh. Bammauzanus pexoMeHIanui
Oa3upoBanach Ha BHYTpEHHEH 3KcrnepTHOU oneHke. KoMMeHTapuu, moay4deHHbIE OT IKCIEPTOB,
CUCTEeMATU3UPOBAIKNCH U OOCYKJAIHCh TpeaceaaTesieM W uieHamu paboduel rpymnmbl. [IpoekT
peKoMeHAalui ObUT pPEeLEeH3UpOBaH HE3aBUCHUMBIMH JKcrmepTamu. S5 [l OKOHuYaTenbHOU

pelaKIMKi U KOHTPOJISI KauecTBa PEKOMEHJAIMU ObUIM MOBTOPHO MPOPELIEH3UPOBAHbI YWICHAMU
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paboueii rpymnmbl, KOTOPbIE MPUILIN K BBOAY, YTO BCE 3aMEYaHHsI U KOMMEHTapUU IMPUHATHI BO
BHUMaHHE, PHUCK CHCTEMAaTHYECKUX OMIMOOK IpH pa3padOTKe pPEeKOMEHJAMi CBEIeH K
MuHUMYMY. CHila peKOMEHJaluK, YPOBHU J10Ka3aTe€IbHOCTU U HHIMKATOPBI JOOPOKaYECTBEHHON

IMPAKTHUKU IIPUBOJAATCA 110 XO4Y U3JIOKCHUA TCKCTa peKOMeHHaHHﬁ.

OIIPEAEJIEHUE

OcHoBHbIMU 0OcOOeHHOCTSIMU cuHApoMma CwmuTta-Jlemnu-Onuna sBISIOTCS NpeHATaIbHBIN
nebunuT pocra, Mukpouedanus, 3aiep>Kkka pa3BUTHS, XapaKTepHbIe YEPTHI JIHIIA, BOTYbs MaCTh,
MOPOKU CepAlla, TUIIOCHaaus, MOJUAAKTUINS, U CHUHAAKTUIus 2-3 manbieB Hor. [loutu Bce
nopaX€HHbIE MHIUBUABI UMEIOT 3aJIEPKKY Pa3BUTHS WJIM YMCTBEHHYIO OTCTajoCTh. BHemHuit
BUJ JIMIIA XapaKTepU3yeTcs y3KUM OM(pOHTAIBEHBIM JUAMETPOM, NTO30M, AHTUMOHTOJIOUIHBIM
pa3pe3oM IJla3 U KOPOTKMM HOCOM CO BJABICHHOW MEPEHOCHIICH W CMOTPSIIUMHU BIEPEN
Ho3/1psiMH. Pacnipoctpanena perporHatus. IIpu3Hak ayToCOMHO-pELECCUBHBIN ¢ BapbUpYIOLIEH
AKCTIpeccuBHOCTHIO. OH 00ycioBieH nedunutoM (GepMeHTa 7-IeruapoXoecTePUH-PEIyKTa3bl
Ha 3aKJIIOYMTEIIFHOM JTale NyTH OuOocuHTe3a XxosiecTepuHa. llpoumcxoaut myrtainus TeHa,
KOJMpYIoIIero 7-neruapoxonecrepun-peaykrasy, DHCR7, koropslii pacionoxxeH Ha Xpomocome
11912-q13, yto pmemaeT MOCTYHMHOW OoJee TOYHYIO TOCTAHOBKY JHAarfHos3a, OOHapyXKeHHE
HOCUTEJIEH U MIPeHATaJbHYI0 JTUATHOCTHKY.

KO/J: MKB-10 Q87.1; OMIM 270400
PACIIPOCTPAHEHHOCTD

Cungpom Cwmura-Jlemnn-Onuna damie  BCTpewaeTcs y  JIIOAEM  €BpONEHCKOro
OPOMCXOXKAECHUS W penKko oOOHapyKuBaeTcs Yy JHIl a(QpUKAHCKOrO MM  a3UaTCKOro
npoucxoxaeHud. Cpenu mnamueHToB ¢ cuHapomoMm Cwwura-Jlemnu-Onuna mnpeoGnagaror
MaJIbUMKH, YTO YKa3bIBAE€T HA ACCOPTATUBHOE CMEILIEHUE BHIOOPKU M3-3a 3aMETHOTO Y MaJIbUMKOB
runoronaguima. B CIIA npu uccnenoBanuu 1503 criydaiiHbix 00pa3iioB KpOBU U3 MSATEH KPOBH,
B3ATHIX JJII CKPUHUHTA HOBOPOXJICHHBIX, ObLII0O 0OHapyxkeHo 16 obpasmnoB ¢ 1 u3 3 Hambonee
yacTo BeTpedaromuxcs mytauuii (Battaile ¢ coast., 2001). Ucxons u3 aToit uHpopmanmu, yactora
HOcHUTeNeH coctaBwiia npuMepHo 1 Ha 30, ¢ mporao3upyemon yactoTo cuaapoma Cmura-Jlemnn-
Omnwuna mexay 1:1590 u 1:13500. ITo nanubiM yuéra BpoxaéHHbIX aedekroB B Kanane, Baiie ¢

kosteramu (Waye ¢ coaBt., 2002) olieHWIM 4acTOTy BCTpeuaeMocTu cunapoma Cmuta-Jlemmu-



Omnwma B 1:29 000, ¢ 66mbIreii yacrotoit 1:22 000 y kanaaies EBponeiickoro mpoucxoxkacHus..
Taxke OHM TpOBENH CKpPUHUHT 2865 caywaiiHeix oOpasumoB JIHK wa 5 Hawmbonee
pacnpoctpanéHubix myTtanuii rena DHCR7 u mokazanu gactoty HocutenbcTBa B 1,22% y 6enmbix
u 0,79% y depHokoxero HacesneHus. [Ipu mccimenoBaHuu 4acTOThl HOcUTENnbCcTBa B [losbiie,
okosio 2,5% w3 mpomeAlnX CKPUHUHI OKa3aluCh HOCHUTEISIMH OJHOM W3 ABYX HauOoiee
pacripocTpaHéHHbIX y eBpomneiineB myranumii (Ciara ¢ coast., 2006). [To 3TUM JaHHBIM aBTOPBI
OIICHUJTU OKHUJAEMYI0 4acToTy poxacHus 001pHBIX 0T 1:2300 mo 1:4000. Takas mpenckazaHHas
yactota BcTpedaeMocTH cuHapoma Cwwura-Jlemnu-Onumna BbicOka, M, B cilydae e€
MOJATBEPXKJICHUS, CHHIPOM OKaXXETCs OJHUM U3 Haubosee pacnpocTpaHEHHBIX ayTOCOMHO-
peneccuBHBIX 3a0oneBaHui. OmHAKO, OOJBIIMHCTBO HCCICIOBAHUN yKa3bIBaCT HAa TO, YTO
JNEHCTBUTENIbHAS YaCTOTa POXKICHHS OOJBHBIX JCTeH 3HAYMTEIHHO HIDKE PACCUUTAHHOW TIO
YacTOT€ HOCUTENBCTBA, UTO MO3BOJISIET MPEANOIOKHUTh JH00 CHIKEHHE (PEPTUIIBHOCTH B Mapax
HOcHUTEJIeH, MO0 BBICOKYIO YacTOTY MpEpbIBaHUA OEPEMEHHOCTH MPHU MOPAKEHUH 1012
(Nowaczyk c coast., 2006).
JUATHOCTUYECKUE KPUTEPUN

Jlnarno3 OOBIYHO CTAaBUTCS HAa OCHOBE TPYIIbBI XapaKTEPHBIX KIMHUYECKHUX IMPU3HAKOB C
MOJTBEPXKJICHUEM JAHArHo3a MyTéM OMpe/IeeHNs OBBIIIEHHOTO YPOBHS 7-A€THAPOXO0JIECTEPHHA
B TU1a3Me uin TKaHsAx. OCHOBHBIMU O0COOCHHOCTAMH cuHApoMa CMuta-Jlemnu-Onuna siBisitoTes
BO3HHUKAIOIIUH MTPEeHATAIBHO Je(UIIUT POCTa, MUKpOIedaus, 3aIep>KKa pa3BUTHS, XapaKTEPHbBIC
YepThl JIMIIA, BOTYbS MACTh, MOPOKU CEPALA, TUMOCTAIUs, TONUIAKTUINSA, U CUHAAKTUIUS 2-3
nanbiieB Hor. [loutu y Bcex mopaxE€HHBIX HaOMIOAaeTcs 3afepKKa pa3BUTHUS WM YMCTBEHHAas
OTCTAJIOCTh. Yale Bcero BCTpedaeTcs Takasi CTPYKTypHash aHOMaJIMs KaK KOXKHasi CUHIAKTUIIUS
BTOPOTO U TPETHEro MAJIbIIEB HOT, MPUCYTCTByIOmas Oojee deM B 90% OHOXUMUYECKU

noaATBepkIEHHBIX ciydaes (Puc. 1).



Pucynok 1 Xapakrepnas Y-o0pa3Hasi CHHIAKTHIUS BTOPOTO U TPETHETO MAIbLEB HOT.

Buemnuit Bux nuna: y3kuil OM(QpOHTANBHBIA AUAaMETp, NTO3, aHTUMOHIOJIOUAHBIN pa3pe3
rJ1a3, 3amaBllas IepeHoculla W cMmoTpsamue Braepén Ho3apu (Puc. 2). Ymm 3augacryio
HU3KOIIOCA)KEHHBIE M MOBEPHYTHI K3aau. YacTo MNpUCYTCTBYET peTporHatus. BHemHue
OCOOEHHOCTH MEHSIOTCSI C BO3PAacTOM M Yy B3pOCIBIX MOTYT ObITh TpyAaHOpaszauuumbl (Ryan c
coaBT., 1998). Jlnst AmarHoCcTUKHM MOTYT OBITH TOJIE3HBI paHHUE (hoTorpaduu 6onbpHOTO. Panee, Ha
OCHOBE (DEHOTUITMYECKUX XaPaKTEPUCTUK, CUHIpoM Cmura-Jlemnn-Onuia noapasaesnsiy Ha THIL
| (xmaccuueckuit) u tun |l (Tspkéneiif). Ceiftyac, mpu JOCTYHHOCTH OHOXUMHUYECKOW U
MOJIEKYJISIPHOM AMAarHOCTUKH, OYEBHUIHO, YTO (DEHOTHUI CHHIPOMA CKOpPee, BApbUPYET B IIMPOKOM
CIeKTpe, YeM 4ETKO JenuTcs Ha JBa Tuna. [lepen tem kak g cunapoma Cmura-Jlemnn-Onuna
CTaJIo TIOCTYITHO OMOXMMHYECKOE TECTUPOBAaHKE, ObUIa ONKCaHa IPYIa MAllMEHTOB C TAKEIBIM
denoturiom, BrrodarommM XY -peBepCcHio 1MoJIa U PaHHIO0 JietaabHOCTh (CUrry ¢ coast., 1987).
Tenepp WM3BECTHO, UTO Yy ATHX JETE€H, KOTOPHIM CTaBWJICSA AUarHo3 cuHjapoma Cmuta-Jlemmnu-
Onuna tuna ll, Ha camoMm niene HaOmMoAa0TCs HarboJiee CUIbHBIE HAPYIIEHUS U3 BCErO CIIEKTpa
OMOXMMHYECKUX U (DCHOTUNMUYECKHUX MposiBieHU# cuHapoma Cmuta-Jlemmu-Onuma (Cunniff ¢
coaBrT., 1997).



Pucynok 2 Manp4uk ABYX JIET C TOPYAIIMMH BOJIOCAMH Ha JIOY, TEJIEKAaHTOM, CMOTPSIIIUMHU
BIIEPE] HO3APSIMH, TIIAJKUM (QUIBTPOM U MOCT-aKCHAIBHBIM IIPaMOM Ha JIEBOW pyKe Mocie
YAQJIECHHS TONOJHUTEIBHOTO Majbla.

ITHOJIOI'US, TATOI'EHE3 u TEHETUKA

Cunapom Cwmuta-Jlemnn-Onuna HaclieqyeTcsi Kak ayTOCOMHO-PELIECCHBHBIM TpU3HAK C
IIMPOKO BapraOeNIbHON JKCIPECCUBHOCTHIO. Tak Kak 3a00JieBaHHUE ayTOCOMHO-PEIECCHBHOE,
PUCK TIOBTOPHOTO POKACHUS OOIBHOTO peb&HKa cocTaBmsieT 25%.

[puuunoit curgpoma Cwmura-Jlemnu-Onuna sBusercs  aedunut  depmenta 7-
JIETUIPOXOJECTEPUH-PEAYKTa3bl, (epMeHTa 3aKIYUTENFHOTO JTama MyTH OWOCHHTE3a
xonecteposia. Temepb W3BECTHO, YTO T€H, KOJIUPYIOIIHUN 7-IETHAPOXO0JIECTEPUH-PENYKTA3y
pacnojioxkeH Ha Xpomocome 11012-13, stor ren HazBan DHCR7. OxapakrepuzoBansl 6osee 100
paznuunbix Mytanuid (Porter, 2008). bonbmMHCTBO MyTanuii OBUTH PACIIONIOXKEHBI OKOJIO WIIH B
OJIHOM W3 JIEBSTH IPEANOaraeMblX TPAaHCMEMOpaHHBIX CETMEHTOB Oenka. MucceHc-MyTaluu
coctaBisitoT Oosiee 85% oOT oOuiero yucia MyTalMid, XOTs Haubojiee paclpoCcTpaHEHHBIMU
SBIITFOTCS. MYTaIlHs akienTtopHoro caira cruraiicuara (IVS8-1G—C) u oHa HOHCEHC-MyTaIus
(W151X) (Witsch--Baumgartner ¢ coast., 2001; Porter, 2008). Tpu myraruu (IVS8-1G—C,

T93M u W151X) BcTpeuaroTcsi B IOJIOBHHE CITy4acB.



Crporas xoppensilus «reHOTUN-(EHOTUID» 3aTPYJHUTENIbHA, MOCKOJIbKY OOJBIIMHCTBO
NOpaXEHHBIX NAIMEHTOB SBIIAIOTCA KOMIAYHAHBIMU TIeTepo3uroramMu. Tem He MeHee, Tpoe
OOJIBHBIX C TAXKENBIMU MTPOSBICHUSMU CUHIPOMA 0OKA3aJIMCh FTOMO3UIOTaMU 110 nHcepuuu 134 nap
OCHOBaHUM, KOTOpasi, Kak CUUTAETCs, IPUBOJUT K MOJIHOM notepe ¢pyHKIuu pepmenta. B uncne
OOJIbHBIX OBUT IUIOA C TOJOMPO33HIEaNTHe, CPEeAMHHOW pacHieNuHOW TyObl W HEOA, U
MHO>KECTBEHHBIMH JIPYTHMH aHOMAIIUSIMU, XapaKTEPHBIMU JIJISl TSHKEIOTO MPOSIBICHUS CUHPOMA
Cwmurta-Jlemnu-Omnuna (Nowaczyk ¢ coast., 2001a, 2001b). Bosjee wmsrkue mnposiBICHHS
HAOMIOIATNCh Yy MAllMeHTOB C MYTalUsIMU, B pe3yjibTaTe KOTOPBIX aKTUBHOCTH (epMeHTa
yacTU4HO coxpansuiack. IIpacan (Prasad ¢ coast., 2002) ommcan ACBOYKY C HCKIFOYUTEIHHO
MSTKHM (DEHOTHUIIOM, OKa3aBIIYIOCS KOMIIAYHIHOHW IeTepo3uroToi mo HysiaeBod myrammu |1V S8-
1G—C u HOBOI1 MucceHc-myTanuu Y280C. V manueHTKy HaOII01aJICs HOPMAIBHBIH TEMIT pOCTa,
OTCYTCTBHE MPU3HAKOB TU3MOP(HUH UIU CEPhEIHBIX Ne(EKTOB, CHHIAKTUINS 2-3 HalblieB HOT,
MBIIIEYHAS TUIIOTOHUS U YMEpPEHHas 3aJIep’KKa Pa3BUTHSL.

[TaToreHETHYECKUM MEXaHU3MOM, MPHUBOIAIINM K (EHOTUIUYCCKUM MPOSBICHUSIM Y
NOPaXEHHBIX WHAWBUJIIOB, TO-BHIUMOMY, siBisiercss neduuut xonecrepuna (Cunniff ¢ coasr.,
1997), XoTs HEKOTOpble [aHHbIE TO3BOJSAIOT MPEANONIOXKUTE M POJb H30bITKA 7-
nerugpoxonecrepuna (Ryan c coast., 1998). [Ipu cunapome Cmuta-Jlemnu-Onuna O6bu1 onucan
BTOpPUYHBIA JePeKT MeTadoiM3Ma W HAKOIUIGHHE XOJEeCTepUHAa JIMIONPOTEHHOB HU3KON
MIOTHOCTH B (ubpobracTax, YTO CBHUJAETEIBCTBYET O TOKCHYECKOM BIHMSHUU 7- U 8-
JIETHIPOXOJIECTEpHHA WM OfHOTO U3 ux MeTtabonutoB (Wassif ¢ coast., 2002). Kpome Toro, B
mozenu cuaapoma Cmura-JIlemnn-Onuia Ha MbIIax, HECYIUMX HyJIeBbIe MyTaluu B rene Dhcr7,
HAKOIUIEHHE 7-JIerMJIPOXO0JIECTEpPHUHA IOAABIAIO OMOCHHTE3 CTEpPOJIOB. ITOT 3(P(PEKT MOKEeT
CIoCcOOCTBOBATh AHOMAJILHOMY Pa3BUTHIO IJI0JA 3a CUET yCyryOsieHus AeQUIMTa XoJecTeprHa
(Fitzky c coaBt., 2001). OcTaércst HEsICHBIM, KAKOB OTHOCHTEBbHBIN BKJIAJ] KaXKI0H U3 3THX JABYX
aHoManuil B (EHOTUIMHUYECKHE OCOOCHHOCTH MAlMEHTOB ¢ cuHIApoMoM Cwmuta-Jlemmnu-Onwuia.
HekoTopsie nccienoBaHus MO3BOJIAIOT NMPEANOI0KUTh HATMYME 0OpaTHOM KOPPENSLUU MEXITY
YPOBHEM XOJIECTEPHHA M TsHKECThIo 3abomeBanus (Tint ¢ coart., 1995; Cunniff ¢ coasr., 1997),
0COOCHHO y JeTeil B Bo3pacte a0 2 neT. Brnpouewm, Paifan (Ryan ¢ coaBt., 1998) oGuapyxun
ci1alyl0 KOpPPEeNsIUI0 MEXIY TSDKECThIo 3a00JIeBaHUS M YPOBHEM 7-IErMIpOXOJIECTepUHA U
OTCYTCTBHE KOPPEJSIIIMM MEX]ly YPOBHEM XOJIECTEpHHA U TSDKECThIO CHHApOMa Y 19 manueHToB
u3 BenukoOpuranum.

Bne 3aBucMMOCTH OT TOroO, SIBISIETCS JIM MEPBUYHBIM MATOT€HETUYECKUM MEXaHHU3MOM
CHUYKEHUE YPOBHSI XOJIECTEpUHA WJIM YK€ MOBBIIICHHUE 7- U 8-ErUAPOXO0JIECTEPUHA, TOHIATHO, YTO
OCHOBHBIMH (JaKTOpaMH, OTBETCTBEHHBIMH 3a KIMHUYECKUE TIPOSBICHHUS Y MAIMEHTOB C
cungpomoM Cwmuta-Jlemnu-Onuna, SBISIOTCS HAPYIIEHHE KOJWYECTBEHHOI'O COOTHOIICHUS
u/unu tuna creposoB. [TockonbKy XonecTepuH U pOJACTBEHHbIE COSIMHEHMs, TaKue Kak 7- U 8-
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JICTHIPOXOJICCTEPUH, SIBJSIFOTCS Ba)KHEHIMMU KOMIIOHEHTAMH MHEJIMHA M JPYTUX OClIKOB
LICHTPAIbHOW HEPBHOM CHCTEMbI, U3MEHEHHE MPoduitst cTeposioB npu cuuapome Cmura-Jlemn-
Onuna cBA3aHO C OTKJIOHEHHSIMHM WHTEIUIEKTYaJbHOW W MOTOpHOW (yHKIMH. BrliBienue
6onbHBIX ¢ cuaapoMoM Cmura-Jlemu-Onuia U roionpo33Hiedanneii MpUBEo K BEIBOLY, YTO K
COBMECTHOW BCTPEYaEMOCTH 3THUX JIByX NATOJOIMH TNPHYACTCH CHUTHAIBHBIA OCoK SONIC
hedgehog («&xux Connk») u ero penenrtop patched («3amrronannsiiiy) (Kelley, 1998). M3BectHo,
yto Sonic hedgehog (SHH) siBisteTcst mpuurHO# rostonpo3sHiiehalny y 4eI0BEKa, a €ro OSIKOBbIIM
HOPOIYKT TMOJBEPracTcs ayTONpOTeoau3y W (GOPMUPYET XOJIECTEPHI-MOIUPHIIMPOBAHHBIN
aKTHBHBINA MPOAYKT. [TOCKOIBKY XOJECTEpUIT SBISIETCS BAKHBIM TPEAIISCTBEHHUKOM IMOJOBBIX
CTEPOUIOB TECTOCTEPOHA M ACTPOTCHA, THUIIOXOJICCTEPUHEMUSI MPHUBOIUT K IS(UIMTY ITHUX
ropMoHOB. CHIDKAeTCS KaK MPEHATAIBHbIN, TaK U MOCTHATAJIBHBIA YPOBEHb TECTOCTEPOHA, YTO
HOPUBOAUT K (POPMHUPOBAHMIO HKEHCKOTO THUIA IMOJOBBIX OPraHOB MPU MYKCKOM TEHOTHIIC.
CHIKEHHEe MPOIYKIMH SCTPOreHA SIBISIETCS MPUIMHON HU3KOTO YPOBHS 3CTPUOJIA B CHIBOPOTKE
KPOBHU MaTepH, YTO OBLIO UCIIOJIb30BAHO IS Pa3pabOTKU alfOPUTMA MPEHATAIBHOTO CKPUHUHTA
curapoma Cmuta-Jlemnu-Onuia, KOTOPbId MOXKET ObITh PEATH30BaH B paMKax CYIIECTBYIOIIAX
CKPUHHHIOBBIX ITPOrpaMM BTOporo Tpumectpa 6epemennoctu (Craig ¢ coast., 2007). [Tarorenes
JPYTUX MPU3HAKOB, TAKUX KaK MMOJHIAKTHIIMS U BOJIYbS MACTh MEHEE OYEBUICH, HO MOXKET OBbITh
PE3yJIbTaTOM aHOMAJIBHBIX MEKKICTOUYHBIX B3aUMOJICHCTBUMN, KOTOPBIC SIBISIFOTCS PE3YJIBTATOM
HAPYIICHUSI COOTHOIICHHUSI CTEPOJIOB B MeMOpaHax KJIETOK pPa3BUBAIONIEIOCsS HSMOpPHOHA.
VYckopeHue pocTa y IeTel, MoTydaronmx J00aBKH X0JIeCTeprHa C MUIIEH, YKa3bIBaeT Ha TO, YTO
naeunuT pocra, o KpaiHel Mepe, YaCTUIHO, 00YCIIOBICH THIIOXOJIECTEPUHEMHUCH.

JAUATHOCTHYECKOE TECTUPOBAHUE

Huarnoctuka cuHapoma Cwmwura-Jlemnu-Onuna MOpOBOAMTCS  METOJIOM — ONpEAENCHHS
MOBBIIIEHHOTO YPOBHS 7-IETUAPOXOJECTEPOIa B KPOBH WM JIPYTUX TKAHSAX, WIH METOIOM
anaymza mytanuii DHCR7. XoTs ypoBeHB X0JIeCTepoIIa, Kak MPaBIIIO, CHIKEH, mpuMepHo Y 10%
NaIMEeHTOB €ro YpOBEHb B KPOBU HAaXOAMTCS B Ipezenax HOPMbI, 0cOOEHHO Mpu JETKoi popme
oone3nu (Cunniff ¢ coasr., 1997). [IpoBeneHre NpeHATAIBHON IHMATHOCTUKU TAKKE BO3MOXKHO
nyTéM OTpe/IeNICHHs TOBBIIICHUS YPOBHS 7-neruapoxonectepona (Abuelo ¢ coast., 1995) wiu ¢
MOMOIIIbIO MyTarmoHHOTo ananu3a (Waye c¢ coast., 2007) aMHUOTHYECKOM KUIKOCTH UIIK BOPCHUH
xopuoHa. JloctoBepHOe  ompeneneHWe  TeTepo3UroT MO  M3MEPEHHI0  YpOBHSA  7-
NETUAPOXOJIECTEPUHA WM  XOJIECTEPHUHA HE TMPEJICTaBIISETCS BO3MOXHBIM, TaK Kak
MOMYJISIITUOHHAS  BapHa0eNbHOCTh IO YPOBHSM XOJIECTEPUHA W 7-IETHIAPOXOJIECTEPHHA HE
MO3BOJISIET YETKO PA3IHUUTh TETEPO3UTOT H HOPMAITBHBIX TOMO3UTOT W3 OOIIEH TOMYJISIIHH.

Anamuz wmyramuit DHCR7 xnmHmyeckn JoCTynmeH JUis TOATBEPXKACHUS JMArHo3a,
OoOHapyXeHHsl HOCHUTEJe M TpeHaTalbHOM JuarHoctukd. [IpsmMol aHanM3  1mectu
pactipoctpanéunubix mytanuidi  (IVS8-1G—C, T93M, V326L, W151X, R404C u R352W)
omnpenenseT npuom3uTenbHo 65% HocuTeneit. [locnenyromniee cekBEeHUPOBaHNE CEMU YK30HOB B

rene DHCR7 ob6napyxuaer 1o 90% Bcex u3BecTHBIX MyTanuil. Ecmu MyTanuu BBIBIAIOTCS Y
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NopaX€HHOTO0 MHIWBUIA, JJIs WIEHOB CEMbH B JalbHEHIIEeM [OCTylmHa MpeHaTajibHas
JMarHOCTHKA.

Ilpenamanvnas oyenka pucka nis cuaapoma Cmura-Jlemnu-Onuna Taxke ocyliecTBUMa
C HCIIOJIb30BAaHUEM CYIIECTBYIOMIUX MPOrpaMM CKPUHUHTA BTOPOrO TPUMECTPA, IPU KOTOPOM B
CBIBOPOTKE KPOBHM MaTe€pu H3MEPSIOT YpOBEHb ajb(a-(eTonpoTenHa, HEKOHBIOTHPOBAHHOTO
ACTpUOJIa U XOPUOHMYECKOTO TroHajnoTponuHa. IlpenBaputenbHoe wuccinenoBaHue 29
HNOATBEPKJIEHHBIX ciydaeB cuHapoMa Cwwura-Jlemnn-Onuna A0CTOBEPHO IOKA3aJl0 HU3KHE
ypoBHH Bcex 3 mapkepos (Palomaki ¢ coat., 2002). C npuMeHEHHEM KOHTPOJIBHOIO YPOBHS
pucka B 1:50 6su10 onpezeneHo 62% mioaoB ¢ cunapomom Cmuta-Jlemnu-Onuiia, pyu ypoBHE
JIO’KHOTIOJIOXKUTENBHBIX pe3ynbTatoB B 0,33%. Ilocnennee 3nHauenune ymensinaercs a0 0,28%
1ocjie ylnbTpa3ByKOBOTO CKPUHMHIA JUISl OIPEJEIICHNs aHOMAIUI WM BHYTpUYTpOOHOH rudenu
wioja, ¢ KOHTpOoJbHBIM YypoBHeM B 1:90. B mpocnektuBHoM wuccnepoBanuun 1 079 301
OepeMEHHOCTH C TIOMOIIbIO aaroput™a ompeneneHus cunapoma Cmuta-Jlemnn-Onuna npu
MCIIOJIb30BAaHUU TEX K€ 3X MapKepOB CKPUHUHTA, ObLIO omnpeaeneHo S u3 6 (83%) 0epeMeHHOCTh
HOPaXEHHBIM IUIO/IOM TIPH YPOBHE JIOXKHOIIOJIOKHUTENBHBIX pe3yiabTatoB B 0,29% (Craig ¢ coasr.,
2006). DTOT anropuTM CKPUHHUHTA TAaK)KE BBIIBUI MHOTHE JAPYTUE€ HApPYIICHUS, B TOM YHCIIE
BHYTPUYTPOOHYIO THOEINb I10/1a, aHEYIUIOMINI0 U aHatoMuueckue anomanuu (Craig ¢ coasr.,
2007).

JUODPEPEHIUAJIBHAS IUATHOCTUKA

Tak kak oCHOBHBIe 0COOEHHOCTH cuHApoMma Cmuta-Jlemnu-Omnuia BKIIOYAIOT. 3aJEPKKY
pasBUTHs, AeDUIUT POCTA, BOJYBIO MACTh, MOJUAAKTWIMIO W THIIOIOHAIU3M, €ro Cleayer
OTNIMYaTh OT JPYrMX HapylIeHUH, BKIIOYAIOIIMX OJMH MWIM O0Jee W3 ITUX IPU3HAKOB.
CymiecTByeT psii XpOMOCOMHBIX AHOMAJIUH C TpU3HAKAMH, KOTOpbIE IEPEKPBIBAIOTCS C
HabmomaemMpiMu Tipu  cuHApome Cwmuta-Jlemnu-Onuna. Jledpuuut pocta, BOMYbS NACThb U
3aJiepXKKa pa3BUTHUS 4acTO BCTPEUarOTCsl y MAalMeHTOB ¢ Tpucomueid 18; a nedunur pocra,
MOJINJIAKTHIINSL U 3aJI€PKKa Pa3BUTHUSA - Y MMAIUEHTOB ¢ Tpucomuen 13. Tsokénslii TMIOTOHAAN3M
OBLT OMKCAH y JIETEH ¢ IeNenusaMu JIUHHOro tieda xpomocombl 10 (Wulfsberg ¢ coasr., 1989).
OTH XpOMOCOMHBIE AHOMAJIMM JIETKO OTIWYMTH OT cuHapoma Cwmwura-Jlemmm-Onuna npu
MCII0JIb30BaHNU XPOMOCOMHOTI'O aHAJIN3a BBICOKOTIO pa3pelleHusl.

HuddepenunansHas auarHoctuka cupapoma Cwmuta-Jlemnn- Onuna JoDKHA Takke
BKJIIOUYATh PSiJ MOHOT€HHBIX paccTpoicTB. Jletu ¢ cunapomoM HyHaH, ayToCOMHO-10MUHAHTHBIM
3a00JIeBaHMEM, YacCTO HUMEIOT HH3KHH pOCT, HapyIIeHUS pa3BUTUSA, MOPOKU cepala Hu
KpUNTOpXHU3M. Pa3nuuuns BO BHEIIHOCTH, XapakTep MOPOKOB CEPJLA, HAIMYUE WM OTCYTCTBHE
MOJUIAKTIIINYA U CUHAAKTUIMU TalbleB HOT OOBIYHO TMO3BOJISIOT Bpaudy pa3inuuTh OOJbHBIX

cunapomoM Hynan u cungpomom Cmuta-Jlemnmn-Onuna. [lonuaaktuims - 3T0 NprU3HaK MHOTHUX
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CHHIPOMOB, TakuxX Kak cuHApoM Cumrcona-I'omabu-bemens, cunapom [lammucrepa-Xomr u
cuaapoma Mekkens. Y manueHToB ¢ cuHIpoMoM CumrncoHa-I'omabu-bemens, X-cuenaeHHBIM
peLecCUBHBIM 3a00JIeBaHHEM, HA0IIOJAeTCsl MAaKPOCOMHMSI, MAKPOTIIOCCHS, 100aBOUHBIE COCKU U
JIpyrue 0COOCHHOCTH, HE BCTpedaromuecs y nereid ¢ cuaapomom Cwmrta-Jlemnu-Onuna. [Tpu
ayTOCOMHO-IOMUHAHTHOM cuHapome [lammucrepa-Xomn, KpoMe NOTUAAKTHIINKA TPUCYTCTBYET
ramaprobnacroma rumotanamyca. CUHIAKTIINSA, aHOMAJIUM JIMIA W TOJIOBBIX OPraHOB, Kak
npaBmwio, He orMevaroTcs. CuHapoM MeKkens NpeAcTaBiseT CcOOON MPaKTUYECKH BCETa
JeTalbHOE ayTOCOMHO-PELECCUBHOE 3a00JieBaHUE, CBA3aHHOE C HHIedaonene U KUCTO30M

IMOY€K, B JOMOJHECHUC K MOJTUAAKTHIINN U U3PEAKO BOSHUKAOIIEMY r'HIIOTOHAIU3MY.

MMPOSABJIEHUA U KIMHUYECKOE BEJAEHUE CUHAPOMA

Tepanus ynpasJieHUs X0J1eCTEPUHOM

Cunnpom Cwmuta-Jlemn-Onuiia BO3HUKAeT u3-3a MeeKTa CHHTe3a XOJIeCTepHHa, JICUCHHE
dokycupyercs Ha quere (Elias ¢ coast., 1997; Irons ¢ coast., 1997; Nwokoro u Mulvihill, 1997;
Starck c¢ coasr., 2002; Sikora ¢ coast., 2004; Haas ¢ coast., 2007), ¢ 1eapl0 00€CIEUYNThH
MOCTYIJIEHUE XOJIECTEpPHHA JUIS YIYULICHHS WU Ja)XXe HOPMaJu3allid YPOBHS XOJECTepUHA
wia3Mbl. [TumeBass moGaBka XosecTepuHa OOBIYHO COCTOUT M3 KOMMEPYECKOTo Iperapara
KPUCTAJUTMYECKOTO XOJIECTEpPUHA, PACTBOPEHHOTO B COEBOM Maciie, ¢ KoHIeHTparuen 200 mr/m,
HO Tak)Ke MPUMEHSIOTCS SUYHbIE JKEITKH M JPYrHe TPOAYKTHI C BBICOKUM COAECpKaHHEM
xonectepuHa. [lo3za xonectepumHa BapeupoBana oT 40 go 150 wmr/kr/meHb, OONBUIMHCTBO
nanueHToB npuHumano okosio 100-150 mr/kr/neHs. Y OOdbIIMHCTBA MAlMEHTOB, MOTYYaBIINX
M00aBKHM XOJIECTEpHHA OBLJIO OTMEUYEHO YJIy4IICHHE NMPHOABKU B Bece, TMOBHINICHUE B IIa3Me
KPOBH YPOBHSI XOJIECTEpPHHA W TOBBIIICHUE IOJIM XOJECTEPHUHA CPEOU CTEPOJIOB CYMMAapHO.
OTMmedaroT, 4yTo y MalUeHTOB MOMYUYaoUX J00aBKU XOJIECTepUHa CHIKaIach 3a00J€BaeMOCTh
WHQEKIUSIMH, yIydIialiach CIHOCOOHOCTh TIEPEHOCHTh THUINY, YIIYYIIaJoCh ITOBEIACHHE,
ocabJieHue TOJTMHEHPONIATHH, CHINIK U CBETOYYBCTBUTEIHLHOCTH, a TAKXKE MAIIMCHTHI CTAHOBSATCS
MEHEe pa3IpaKUTEIbHBIMU U OoJiee MOCTYITHBIMUA. HecMOTps Ha 3TH 3aMeuaHusi, 2 UIUTETbHBIX
uccienoBanust Oonee vem S50 MalMEHTOB, B KOTOPHIX HM3y4alOCh BIMSHUE 100aBIEHUS
XOJIECTepHUHA B THINY, HE CMONIA IMPOJEMOHCTPUPOBATh KAKUX-THOO YIyUYIICHHA PpPa3BHTHS
(Sikora ¢ coasr., 2004; Haas c coaBt., 2007). X0Ts MOCTYIUIEHUE JOMOJHUTEIHHOTO X0JeCTEPHHA
C MUIIEH MOJHMMAET YPOBEHb XOJIECTEPHHA B CHIBOPOTKE, 3TO HE OKA3bIBAET JOCTOBEPHOTO

BIIUSTHUS HAa YPOBEHB 7 - WIH § - AETUAPOXOJIECTEPHHA.
Tak Kak Moka3aHO, YTO HAKOIUICHHE 7- U 8-IEruapOX0JECTEPUHA MOKET UTPaTh POJb B

natorenese cuaapoma Cmuta-Jlemnu-Onuia, ObUTO0 BBIIBUHYTO MPEIIOI0KEHNE, YTO CHIKEHNE
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YPOBHSI ITPEIIECTBEHHUKOB XOJIECTEPHUHA MOXKET O0JIETYUTh CUMIITOMBI 3a00seBanus. s qByx
NAIMEeHTOB OKa3aJloCh YCHEIIHbIM NMPUMEHEHHE CHMBACTAaTHHA - MHTUOUTOpA THAPOKCUMETHII-
riytapui-KosH3uM A peaykrassl, JUMHTUpYOLIero GepMeHTa B cuHTe3e Xosectepuna (Jira ¢
coast., 2000). B mocnemxyromniemM UCCIeTOBaHUH JIBOE JCTCH MPUMEHSIM CUMBACTAaTHH BMECTE C
MUIIEBBIMU J00aBKAMH XOJIECTEpHUHA U JKETYHBIX KUCIoT (Starck ¢ coart., 2002a), uX ypoBeHb
JETUAPOXOJIECTEPUHA PUOTU3MICA K HOPME, HO y 000X MAallMEeHTOB BO3HHUKJIN 3HAUYUTEIIbHBIC
nobounsle 3deKxTsl. B HemaBHeM wHcCCIeOBaHMM CHUMBACTaTHHA M XoJjectepuHa cpenu 20
YeJIoBeK He OBbLIO MOKA3aHO MOJIOXKHUTEIBLHOTO BIMSHUS HAa aHTPOIIOMETPUUECKHE MTapaMeTphl WK
noBenenue (Haas ¢ coast., 2007). Kpome TOTO, BOSHUKIIIKE Y IIECTH MAIIMECHTOB OCIIOXHEHUS
NoTpeOOBaIM YMEHbIIEHHUS JJ03bl UM OTMEHbl CUMBACTaTHHA, YTO FOBOPUT O HEOE30IaCHOCTU
JICUEHUs1 CUMBAaCTaTUHOM JJIsl HEKOTOPBIX 00JIbHBIX cuHApoMoM Cmura-Jlemnu-Onuna.
Oco0eHHOCTH POCTA U INTAHUE

Kak moka3zaHo erié B mepBoM OmucaHuu 00JIbHbIX, caedanHoM CyvutoM (Smith ¢ coast., 1964),
OOJBIIMHCTBO MALIMEHTOB ¢ cuHApoMoM Cmura-Jlemnu-Onuia UMET POCT U BEC HHUXKE 3-TO
npoueHTwid. IlapameTpbl HOBOpPOXIAEHHBIX ¢ cuHApoMoM Cwmura-Jlemnu-Onuma 3ayacTyro
MEHBIIIE COOTBETCTBYIOIIUX T'€CTAlMOHHOMY Bo3pacTa. PoxxI€HHbIE ¢ HOPMANIbHOM AJIMHOM Tena
¥ BECOM, OOBIYHO IIJIOXO PACTYT, TaK YTO U JUIMHA Tella U BEC K BO3pacTy 6 MecsIeB HaXOIITCs
HKe 3-ro mpoueHtwia. B cratee Paitana (Ryan c¢ coast., 1998), y manueHTOB TNOKa3aHO
orcytcTBue npubaBku B Bece (88%). XoTs Habop Beca MOXKET YNIyUIIUTHCS B MJIAJICHUSCTBE U
JIETCTBE, OKOHYATEIbHBIN POCT B3POCIBIX OOBIYHO HAaXOAWUTCS 3-T0 mpoueHTuis. [lanueHTs! ¢
Oosee cepbE3HBIMU OMOXMMHYECKUMH HapYIICHUSMH, KaK MPaBUIIO, UMEIOT XYALIYIO MpUOaBKy
BeCa W pOCTa W MEHBUIYIO OKPY)KHOCTb TOJIOBBI, 4Y€M IalMEHThl ¢ Oosiee craabbIMU
OMOXMMHYECKMMH HapyLIECHUSAMH. Y OOJIbIIMHCTBA MOPAKEHHBIX A€TeH BOZHUKAIOT TPYIHOCTHU C
KopMJIeHHeM Bo MiajeHuectBe (Ryan c coaBt., 1998). IIpoGiembl ¢ KOpMIIEHHEM HMEIOT
TEHJIEHINIO C Bo3pacToM ociabeBaTh. [1o kpaiiHell Mepe, 4acTh TaKMX 3aTPyAHEHUI, BO3MOXKHO,
CBA3aHa C THUIOTOHMEHW, co cjaabbIM  cocaTelbHbIM  pediieKcoM, BSJIOCTbIO U
HE3aMHTEPECOBAHHOCTHIO B KOPMJICHMM. 3a4yacTyl0 HEOOXOAMMO Ha30racTpajibHOE WIIU
oporacTpajlibHOE KOpMJIeHHE. Takke XapakTepHBIMH OCOOEHHOCTSIMH SIBJISIIOTCA  PBOTA,
HapyLICHUsT MOTOPHKH KHIIEYHHKA M >KETYAOYHO-THIIEBOIHBIA pedIIOKC, KOTOPBIH MOXKET
noTpedoBaTh XHPYPruuecKoro BMeNIaTeabCcTBA B BuAe QyHaomnukainuu. OyHmomnmmkanus
TpeboBanach 8 u3 24 yenosek, onucanHbix Paitanom (Ryan c coast., 1998). OnHako, peueHuto o
XUPYPru4eCcKOM BMEMIATEIbCTBE JOLKEH IIPEAIIECTBOBATE KYypPC arpeCCUBHON METUKAaMEHTO3HON
Tepanuy, Tak Kak pe(IioKc CKIOHEH C BO3PAacTOM ociabeBaTb. B olleHKe COCTOSHUS JeTel C
cugapomoM Cmuta-Jlemnn-Onuna M MIOXUM NMUTAHUEM, CIEAYeT MPHU3HATh, YTO Y HEKOTOPBIX

MNaUCHTOB BO3HUKHYT JXCIIYOJOUYHO-KHUIICYHBIC OCIOXHCHHS, KOTOPBIC MOI'YT l'IOTpe6OBaTB
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XUpYyprudeckoro BmemarenscrBa. Hanpumep, y mnpumepHo 10% 3apeructpupoBaHHBIX
MAIMEHTOB HaOIIofaeTcs MUiIopocTeHo3. bonesns ['mpmmpyHra, MaabpoTalus KHIIEYHUKA U
XO0JIECTA3 BCTPEYAKOTCS C ONMPEAECIEHHON YaCTOTOM U JTOJKHBI MTOJBEPraThCsl JICUEHUIO B CIy4dae
MPOSIBIICHUS MX TPU3HAKOB M CUMIITOMOB.
OueHka cOCTOSIHUSI POCTA M MUTAHUS
e Pocr, Bec, 1 OKPYKHOCTb TOJIOBbI HEOOXOIMMO U3MEPSATH MPH MEPBUUYHOM OCMOTPE U BO
BpEeMsl TIOCIIECIYIONINX MPO(QUIAKTHIECKIX OCMOTPOB. Tak Kak y OOJBITMHCTBA UHIUBUIIOB C
cuaapomoM Cmuta-Jlemnu-Onuia Oyaet HabI01aThCS HEIOCTATOYHOCTh JTMHEWHOTO POCTa,
Ba)XHO YYUTHIBATh OTHOILIEHUE BECA K POCTY, TOMUMO OTKJIaIbIBaHUS A0COMIOTHBIX 3HAUCHUN
STHUX MapaMeTPOB Ha MPOLEHTHIBHBIX IpaduKax.
e Jlns GONBbHBIX, KOTOPBIE HE MOTPEOISIOT HEOOXOAUMMOrO KOJIMYECTBA KAJIOPU C MHILEH,
JOJIKHA TPOM3BOAUTHCA OlleHKa nMuTaHus. OHa JOKHA BKIIOYATh OLEHKY BO3MOXKHOCTEH U
OTBETCTBEHHOCTH POJUTENICH, MOTOPHBIC HABBIKH, KOJMYECTBO MOTPEOJISIEMBIX KaJOpUU U
BO3MOYKHBIE MIPU3HAKH JKEITYTOYHO-TTUIIIEBOAHOTO pedirokca.
e [lpu momo3peHUH Ha >KETyIOYHO-TUINEBOAHBIM PEQIIIOKC, CIEIYET MPOBECTH IMOIHYIO
JIUAarHOCTUYECKYI0 OLEHKY. OIeHKa KeITyJOYHO-TTUIIECBOJHOTO pediioKca y MalUueHTOB C
cugapomoM Cwmuta-Jlemnn-Omnuiia He OTIMYAETCS OT OLEHKH peduilokca y IpYrux
MAIMEHTOB, 0COOCHHO C OTKJIOHEHUSMHU B Pa3BUTHUHU.
Jleuenue

e Heobxonnmo obecrieunTh aaeKBaTHYIO KaIOPUHHOCTH paruona. Creayer MOHUMAaTh, YTO
Yy HEKOTOPBIX MalMEeHTOB ¢ cuHApoMoM Cwmuta-Jlemnn-Onuia HaOIIOAAIOTCS IPU3HAKU
MEPBUYHOMN KAPIMKOBOCTH, TOITOMY JIOTIOJTHUTEIILHOE MOTPEOSIeHNE KATOPUIl HE CMOXKET
WHIYIUPOBAaTh HOPMAaJIbHYIO JWHAMUKY pocTa. B ciydae wu3nMIIHero moTpedieHus
BBICOKOKAJIODUMHOW MHIIA MOKET BO3HUKHYTH MEPEKOPM, UTO MOXKET HPUBECTH K
yCYryOJICHHIO TAaKUX PACIIPOCTPAHEHHBIX TPOOJIEM, KaK PBOTA U Pa3ApaKUTEIHHOCTD.

e Heobxomumo ynensaTh BHUMaHHE MUINEBBIM J100aBKaMm XojiecTeposia s yaydIIeHHS
HaOopa Beca. buto okazano, yTo nmpudaBke Beca crocoocTryet nodasnerue 40-150 mr/kr
XOJIECTEpOJIa B JIEHb.

e TpeHupoBka opaJibHOW MOTOPUKH C MPO(HECCUOHATHHBIM TEPATIEBTOM WJIU CTICIIHATTICTOM
110 KOPMJICHHIO MOKET ITIOMOYb MPHU MEPOPATLHOM BCKAPMIIUBAHUH.

e Jlnst 607BbHBIX, KOTOPBIE HE B COCTOSIHUU MOTPEOISATh JOCTATOYHOE KOJIMYECTBO KAIOPHi
nepopanbHO, HEOOXOAMMO paccMaTpuBaTh BCKAapMIIMBAaHUE 4Yepe3 Ha30TacTPalbHBIM,

OpOracTpajabHbIi 30H WU FaCTPOCTOMY.
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e [lpu neueHUH KEITyIOYHO-TUIIEBOJAHOTO pedIIroKca BaKHBI MpaBHIbHAs 1032 peOEHKa,
Maibli 00BEM NpUHMMAaeMONW NHUINM M BBICOKAas YacTOTa KOPMJICHMH, a Takke
MPOTHUBOPE(IIIOKCHBIE TPENapaThl.

e Jlna OONBHBIX C YCTOMUMBOCTBIO K MEIUKAMEHTO3HOW Tepanuu, €AMHCTBEHHOMH
3¢ (HeKTHBHON aNbTEPHATHBOW B JICYCHUHM MOXKET ObITh QyHaommukanus. OmHaKo,
¢bynnommkanus He Beeraa 3gpdextuBHa. JlonmonHuTensHbie (aKTOPbl, BHOCSIINE BKIA] B
pa3BuTHE pedirokca, BKIOYAOT AJIJIEPrUi0 Ha OEJIOK, MEPEKOPM U BPOKAEHHBIA Masibli
00bEM kemyaka. /id manMeHToB ¢ ajuieprued Ha OeJOK MOXKET OKa3aTbCsl MOJIE3HBIM
MUTaHNE AMUHOKHCIIOTHBIMU CMECSIMHU.

Oco0eHHOCTH Pa3BUTHS M NOBEEHUS

[Toutn y Bcex pnereit ¢ cunapomoMm Cwmuta-Jlemnu-Onuna HaOnronaeTcss yMCTBEHHas
OTCTAJIOCTh, Yallle BCEro B AMAIa30HE OT cpenHeil 1o Tsxkénoil cremeHu. OpHaKo, Iuana3oH
MHTEJUIEKTa MpH OO0JIE3HU JOCTATOYHO IIHUPOK, BKIIIOYAsT HEKOTOPHIX WHAWBHUIOB C HOPMAaJIbHBIM
WIN TIOYTH HOPMAaJbHBIM YPOBHEM WHTEIUIEKTa, 0COOCHHO B MJIAJICHYECTBE U PAHHEM JETCTBE
(Lowry, Yong, 1980). B cpentem, y 60JbHBIX ¢ 00Jiee THKETBIME TOPOKAMHU Pa3BUTHS IIPOTHO3
Pa3sBUTHSI MHTEIUIEKTA XYK€, HO CTpOras KOppessius He MOKa3aHa.

Oco0eHHo pacmpocTpaHeHo y O0JIbHBIX - HapymieHue cHa (70%). XoTs B paHHEM JIETCTBE
OoJbHBIE JIeTH OBUTM YacTO COHHBIMH W THUIIOTOHWYHBIMH, y HHUX OBUTH UIMHHBIC TEPHOIBI
60apcTBOBaHUS, HHOT/Ia TpeOyrommue He Oosiee 2-3 4acoB CHAa B CYTKH. BOJIBIIMHCTBY OGOIBHBIX
ObUIO CJIOKHO YCIIOKOMTBHCS, HAOMIOJAUCh YacThle M paHHHE MPOOYXJIEHHs, YCTOWYMBBIE K
JICUCHHIO CEJaTHUBHBIMH IpernaparaMu. HopMannsanus cHa 0OBIYHO MPOUCXOAMIIA K IKOJIBHOMY
BO3pACTYy.

ITpu cunapome pacnpoctpanena arpeccus (52%) u ayroarpeccus (35%). PutyansHoe unun
HaBs34MBOE TNOBeJeHHE HaOmomanock y 52% OoibHBIX. MHOTHME AeTH, Kak COOOILIalloCh,
MPOSIBIISUIM HEYMECTHYIO IPUBSA3aHHOCTh K He3HakoMlaM. B Bo3pacrte ot 3 1o 16 ner, Cuxopa ¢
koiteramu (Sikora ¢ coast., 2006) oOHapyXWiIH, YTO OKOJIO 75% WMeETH paccTpoicTBa
aytuctudeckoro crnektpa. M3 vux y 50% Obul 1uarHoCTUpOBaH ayTusM, a 'y 25% - nepBa3uBHOE
paccTpoiCTBO pa3BUTHUS WU IPYTHE OTKIOHEHHUS.

Onenka 0co0eHHOCTEH Pa3BUTHA M NMOBEICHUS

e [Ipm ocmoTpax mneauarpa CileayeT NPOBOAUTH CKPUHUHT pPa3BUTHA. bBOJBIIMHCTBO
MeNaTpOB W APYrHX JETCKUX Bpayed TPOBOAST CTAaHAAPTHYIO YCTAaHOBJICHHYIO
MpoIeypy CKPUHUHTA, TPUMEHUMYIO JUISI BCEX TMAIMEHTOB. AMEpHKaHCKas AKaJeMus
IlennaTpuu omybarKoBaja IpeKpacHoe pyKoBOACTBO 1o 3Toi Teme (CoBet 1o npodiaemam

JeTei ¢ orpaHnueHHBIMUA BO3MOKHOCTsIMH, Council on Children With Disabilities, 2006).
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W3-3a yacTOTHI HApYIICHUH TIOBEIACHHUS, TPEAIOIaracTCs 0codasi HaCTOPOIKEHHOCTh K MX
nposieiieHusiM.  Ocoboe BHUMaHHE HEOOXOJUMO YIENATh OTKIOHCHHSIM, KOTOpBIC
paccMaTpuBaINCh BBIINIE, B YAaCTHOCTH, HAPYIICHUSM CHAa W arpecCUBHOMY WJIH
ayTOarpecCUBHOMY HOBEJICHHIO

Mosxer OBITh HEOOXOJWMO MPUMEHEHHE CHEMU(PUISCKOr0 CKPUHUHTA pPAaCCTPOUCTB
ayTUCTUYECKOTO crieKTpa. [Jist 3TOi 1enu JOCTYITHBI HECKOJIBKO HHCTPYMEHTOB, BKITIOUYAs
Crucok MpU3HaKoB ayTu3Ma y aereit ot roga a0 Tpéx set (Checklist of Autism in Toddlers,
CHAT) u MoaudunupoBaHHBIN CIIUCOK NMPU3HAKOB ayTU3Ma y JETEH OT rojia A0 TPEX JeT
(Modified Checklist of Autism in Toddlers, M-CHAT), a Takxe aHKETy COLHMAIbHOM
kommyrukauu (Social Communication Questionnaire, SCQ) mis O6ornee crapuiux
narueHToB. Kpome Toro, n3-3a BBICOKOTO prcKa ayTh3Ma y 00JIbHBIX CHHAPOMOM ¢ CMuTa-
Jlemnu-Onuia, MOXKET OBITh TOKAa3aHO HANpaBlICHHE K CICUAIUCTaM, HaIpuMep

ACTCKOMY IICHUXOJIOTY.

Jleuenne

Hetu u B3pocible ¢ cuaapomMoM Cwmwurta-Jlemsn-Onuna JODKHBI OBITh 3a4HCIICHBI B
MporpaMMbl PaHHETO BMEIIATENIbCTBA, CIENHUAbHBIE 00pa30BaTeIbHBIEC MPOTPAMMBI U
Jpyrue CHCTEMBbI MOMOIIM, KOTOpPbIE MOBBICAT MOTEHIUaN uUX pa3BuTus. KoHkpeTHbIe
CTpaTeruu pa3BUTHUS WK 00Opa3oBaHus s neteit ¢ cunapomom Cmurta-Jlemnu-Onuia He
paccmarpuBanuck. lIpenmosaraeTcss moiab3a OT  WHIWBUIYAIBHBIX  IPOTPaAMM,
HaIpaBJIEHHBIX Ha TPOOJIEMBI Pa3BUTHUS U TOBEACHHS. PacrpocTpaHeHO HalpaBieHUE B
cHenuaIbHbIe KIacChl.

B3pocnbivM 00b14HO TpeOyeTcs MpOKUBAHUE B CHCITUATBHOM YUPEKIEHUH, T/I€ 32 HUMH
OCYLIECTBIISIETCS IPUCMOTP, HAIIpUMEP, B UHTEPHATE.

Coobmraercst 00 yaydIlIeHHH Pa3BUTHS U TOBEACHUS JIETEH M B3POCIBIX, MOTYYaIOIINX
JIOTIOJIHUTEJIBHBIN XOJIECTepUH ¢ MuIIe. Tak Kak YUCIO M3YyYEHHBIX MAallMEHTOB Majo U
BBICOKAa CYOBEKTUBHOCTHh OOJBIIMHCTBA W3MEPEHUM, K ONTUMHU3MY OJTHUX COOOIICHUIA
CJIeTyeT OTHOCUTHCS C OCTOPOKHOCTHIO.

HeobxonrMa moMoIIb MCUX0JI0Ta WK TIeAUAaTpa.

Crpareruu TmOBEIEHUSA, Kak M NPUMEHEHUE [ICUXOTPOIHBIX MpernapaToB, He
paccMaTpUBAIMCh CUCTEMATHYECKH.

Jlist nedeHust aHOMaIuil CHa, MOKET OBITh pEKOMEHJOBaHa Takas oOIasl CTpaTerus Kak
3aIIaHUPOBAHHBIN OTXOJ KO CHY, MPHUATHBIC JUIsI OOJBHOTO MPOIEAYphl U XOpOoIas
rurueHa cHa. B 0co0o CIIOXHBIX clydasiXx MOXET OBbIThb ONpPaBJaHO OCTOPOKHOE

IIPUMEHEHUE IIPENaparToB.
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e [lpu arpeccuu Win ayToarpecCcuu, MOTYT OBITh ITOJIE3HBI TAKHE MTOBEACHUECKUE CTPATET HH
KaK T[epeHanpaBieHUE arpeccud, BpEeMEHHas TepeibllIKa ¢  IOJOXKHUTEIbHOEe
[OJIKPEIICHHUE.

HN3meHeHNe HEBPOJIOTHYECKOH CHCTEMbI

[Ipu cunapome Cwmurta-Jlemnu-Onuna HaOMOAaIUCh pa3iUyHble AHOMAJIUU Pa3BUTHUS
rojoBHOro Mo3ra. ¥ 21% nanueHToB MpH HEWPOBHU3yaIU3aluu ObUTM OOHAPYXEHBI HEKOTOPHIE
IIOPOKU Pa3BUTHsI FOJIOBHOTO Mo3ra. J[Ba ManneHTa UMeNu 33JepKKy MUEITMHU3ALUH, 110 OJJHOMY
- JHUCCOHIE(ATUI0 M areHe3WI0 MO30JUCTOTO Teja, TMIIOIUIA3UI0 MO30JHMCTOrO Teja, KUCTHI
COCYAMCTOM 000JIOUKH U TUIIOIIIA3UI0 Mo3keuka. [larorenes rononpossHiedaniy Ipyu CHHIPOME
Cwmura-Jlemnu-Onuia ocTaéTcsi HEU3BECTHBIM, HO B 3TOT MPOLIECC BOBIECYEHBI SMOPHOHATBHBIN
curHaibHblid Oenok sonic hedgehog (SHH), xoTopwiii BBI3BIBACT ayTOCOMHO-JOMUHAHTHYIO
rosionpo33Hiedanuio, u ero perentop patched. [Ipyrue wuccienoBaHus MPEANOAraroT poiib
nedunuTa Xoiecrepoja B AKTOAEPME HEPBHOM IJIACTMHKH, TKAHU-TPEIIIECTBEHHUIIE MO3ra
wiona (Kelley, 1998).

[TepBUYHBIME HapYUICHUSMH BCIIEACTBHE TUCHYHKIIUU [IEHTPAIIbLHON HEPBHOM CUCTEMBI IIPU
cugapome Cmuta-Jlemnu-Onuna sSBISIOTCS YMCTBEHHAsI OTCTAJIOCTh M HAPYLIECHUS IIOBEICHUS.
Cynopor 0o0bIYHO He HaOmogaercs. Takke y HEKOTOPHIX IMAIMeHTOB MOKa3aHbl HaPYIICHUS
nepudeprudeckoil HEPBHOM CUCTEMBI, KaK MPaBUIIO, MTOJIMHEBPOIATHS C aHOMATbHONW CKOPOCTHIO
HEPBHON IIPOBOAUMOCTH.

OuneHka cOCTOSIHUSI HEPBHOI CHCTEMbI

e [Ipy moOcCTaHOBKE  JMar”Ho3a  pEKOMEHAYETCS  TIIATEJIBHOE  HEBPOJIOIMYECKOE
o0cieoBanue.

e HeiljpoBuszyanusanust MoeT ObITh IMpoOBEAEHA Jis MAalUeHTOB C IpU3HAKaMHU
roJIONpo33HIEePaTny, TAKUMH KaK THIOTEIOPU3M WM areHe3us MEXKUYeIIOCTHOH KOCTH
WJIH JUTSL IeTel ¢ MpU3HaKaMu TUIIONUTYUTapu3Ma, HalpuMep, HecaXxapHbIM THa0ETOM.

e C(CkopocTh HEpBHOW NPOBOJAMMOCTH CJIEAYeT H3MEpPSTh y OOJIbHBIX C MpU3HAKAMU
HEBpPONATHUH.

Jleuenne

e AHOManuM TOJOBHOr0 Mo3ra mnpu cuniapome Cmuta-Jlemnu-Onuna penko TpeOyroT
CIELIMAJILHOTO JICYEHHUS.

e JlersM C DHIOKPHUHHBIMH HAPYIIECHUSMHU, BO3HUKIIUMH H3-32 TUIOMUTYHUTAPU3MA,
TpeOyeTcsi TOpMOH-3aMellalollas Tepanusi, HalleJieHHas Ha BOCIHOJHEHHe aeduiura
KOHKPETHBIX TOPMOHOB.

Oco0eHHOCTH JINLA U Yepena
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BonsmuucTBO nereii ¢ cuaapomom Cmuta-Jlemnu- Onmima pokaaroTcs ¢ MUKpoledanue,
KOTOpasi COXpaHseTcs Ha MPOTSHKEHUU BCel >ku3HU. Bomubs macte BcTpewaercs y 37-52%
narueHToB (Cunniff ¢ coast., 1997; Ryan ¢ coagt., 1998), npu 3ToM HanboJee 9acTo MOpakeHo
MATKOe HEOO, XOTS MOXKET BCTpEUaThCs paciueinHa TBEpAoro HEOA U TBEPAOTO U MATKOTO HEOA
OIHOBpeMEHHO. Takke MOryT TMpOsBIATbCA MHUKporHatusi, cunjapoM I[Ieepa-PoGena, wu
BBICTYAIONINE PE3I[bl, YTO BBI3BIBACT 3aTPYAHCHHS C JBIXaTeIbHBIMUA MYTSIMU, OCOOCHHO MPHU
anecte3uu (Quezado c coaBt., 2002; Matveevskii ¢ coast., 2006). MoxeT BO3HUKATh THIIEPILIA3US
U MOPIIMHUCTOCTH JECEH. AJBBEOJSIPHBIN IpeOeHb YacTO pacHIMpeH. Y HEKOTOPBIX OOJIbHBIX C

TSDKEIIBIM (beHOTI/IHOM Ha6moz[anncr, raMapTOMBI A3bIKA.

OueHka cocTOSTHMS JIMIIA U Yyepena

e Bce 0oNbHBIC JTOJDKHBI MPOXOAWTH TIIATSIBHBIN (U3HUECKUN OCMOTp HEOA W APYTrUx
CTPYKTYp HOJIOCTHU PTa I ONpPE/esICHNs aHOMATUH.

e Heo0Xxoaumo yaensiTh BHUMaHHE CIIOCOOHOCTH MITaJICHIIA TPUHUMATH IMHUINY, TaK KaK y
601pHBIX cuHApoMoM Cwmut-Jlemmn- Onuna yacTo BCTpeuyaroTcs MPOOJIIeMBI €O
BCKapMJIMBaHHEM, OCOOCHHO B CiIy4ae pacuienruHbl HEOa. JleTsaM, UMeromuM npoodaemMsbl co
BCKapMJIMBAaHUEM, TTOKA3aH OCMOTP CICIIHAIHUCTA.

e JlersaM c pacuienuHoil HEOA TpeOyeTcss XUPypruuecKoe BMEIIaTeIbCTBO.

e [lepen omeparueii, ocobeHHO ecii y OOJIBHOTO MMEETCS MUKPOTHATHS, PEKOMEHyeTCs
KOHCYJIbTAILIMS] aHECTE3UO0JI0Ta, UMEIOLLErO ONBIT B JICUEHUU JETEM.

Jleuenue

e Kak u HOBOPOXIEHHBIM U3 JIPYrUX TPYII pUCKa, AeTAM ¢ cuHapomoMm Cwmwurta-Jlemiu-
Omnuiia ¥ 3aTpyIHEHHSIMU BCKapMIIMBAHUS MOKET IMOMOYb TPEHUPOBKA OpabHOU
MYCKYJIaTypBhl.

e Ecam mpu ecrecTBeHHOM mpuéMe THUIINE HE IOCTyNaeT HEOOXOAMMOro KOJUYEeCTBa
KaJIOpHUl, CIeAyeT pacCMOTPETh BO3MOKHOCTh KOPMJIEHHSI 4Yepe3 OpOoracTpalibHbIM,
Ha30racTpaJIbHbIN 30H]] WJIK TaCTPOCTOMY.

e PekoHCTpykius HEOA TpU BONYbEH MAaCTH OOBIYHO MPOBOAUTCS B BO3pacTe OKoJo 12
MecsieB. Cpoku, METO1 WM MOAXO0 K PEKOHCTPYKIIMM KOHKPETHO Mpu cuHApoMe CMura-
Jlemnu- Onunua He U3MEHSIOTCS.

e [lokazano, 4ro i oOecriedyeHus MPOXOAUMOCTH ABIXaTENbHBIX MyTe Oe30MacHON u
HaA&KHOW MPOIEAYPOM SIBIISIETCS TTOCTAHOBKA JIAPUHTEATBFHON MAaCKU € TOCIIETYIOIIEH
BOJIOKOHHO-ONTHYECKOM JIApUHTOCKOTIMEH 1 HHTYOAIlMel Tpaxeu.

O¢ranbMosIornyecKue M3MEHEHHUs PH CHHPOMe
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[IpumepHO y TTOJIOBHHBI OMTUCAHHBIX MaMeHTOB Habmomaercs nro3 (Ryan ¢ coasr., 1998), a 'y
12-18% - xarapakra (Cunniff ¢ coaBt., 1997; Ryan c coasrt., 1998; Goodwin ¢ coasrt., 2008).
JlononauTenbHbIe  O(PTATLMOIIOTUYECKUE TPU3HAKK BKJIIOYAIOT KOCOTJIa3ue, T'e€MAHTHOMBI
CETYaTKH, JEMHUEITUHU3ALUIO 3pUTEIbHBIX HEPBOB, CKJIEPO3 JaTePAIbHOIO KOJIEHYATOro Teja, U
OTCYTCTBHE 3pUTEIILHOTO BhI3BaHHOTO moTeHnuana (Fierro ¢ coasr., 1997).

OcmoTtp odranbmoJiora

e Tak Kak ecTb BO3MOXKHOCTh OOHApY)KEHHS BPOXKIAEHHOW KaTapaKThl, BAXKHO MPOBEPSATH
KpacHBIN pedJieKc IIa3HOTo JHA Y HOBOPOXKIEHHBIX U MPOBOIUTH OCMOTP TJIA3HOTO JIHA Y
0oJiee cTapiIuX MalyueHTOB.

e Taxxke HaOMIONATOCH NOCTHATAIBHOE PA3BUTHE KAaTapaKThl, IMMO3TOMY HEOOXOANMO
MPOBOAUTHh  THIATETBHOE  OQPTATIBMOJIOTMYECKOE  OOCIeOBaHHE TPH  KaKIOM
MpoUIAKTUIECKOM OCMOTPE.

e Ecnu y OosibHOrO HaOJIOAAIOTCS MPU3HAKU NMTO3a, BPOXKAEHHON KaTapaKThl, aHOMAalUui
IJ1a30/IBUTATEIILHOTO amnmnapara Wid JI0ble Ipyrue HapyluIeHUs 3peHUs, PEKOMEHyeTCs
HaIpaBJIeHUE K 0PTATLMOJIOTY.

Jleyenne

e CucremMaTH4eCKOe W3Y4YCHUE JICUCHHUS KaTapakThl y MAIMEHTOB ¢ cuHApomMoMm Cwmwura-
Jlemmu-Onunia He TPOBOAMIOCH. KiMHMYECKHne KpUTepUH I MEAUKAMEHTO3HOTO M
XUPYPTUUECKOTO JIEYEHUS B LIETIOM T€ K€, UTO U JJI IPYTUX JETEH.

e Jlyust geTeil ¢ MTO30M WM HApYUIEHUSMH TJIa30/IBUTATEIBLHOTO armapara, KOTOpble MOTYT
YXYALIUTH 3peHue, HeoOXoaumo (OpMyIUpOBaTh IUIaH JICUEHHS HA OCHOBE IOJHOTO
BHU3YaJIbHOTO 00CJIEIOBaHMUSI.

HN3meHeHusl cepaeYHO-COCYAMCTOM CUCTEMBI

Bpoxxnénnsle nopoku cepAia npucyrcTByroT y 36-38% manueHToB ¢ cuHapomMoMm Cmura-
Jlemnu-Onura (Cunniff ¢ coast., 1997; Lin ¢ coast., 1997; Ryan ¢ coast., 1998). V GonbHBIX
cuaapomoM Cwmwuta-Jlemnu-Onuiia HaOIIOJAETCS  HEMPOIOPIIHOHATIBHOE YHCIO J1e(PEKTOB
MIPEACEPIHO-KETYIOYKOBBIX OTBEPCTHM W aHOMaJMi JIETOYHOTO BEHO3HOTO BO3BpaTa.
KowmriekcHpie aHOManuu KOHOTPYHKYCAa BCTPEUAINCh KpaHE pEeaKo; O CIydasX HaTIudus
€AMHCTBEHHOTO JKeNyJ0YKa M TEeTePOTaKCHH HE CO00Ianoch. OTH JaHHBIE IO3BOJSIOT
MPENOJIOKUTh, YTO IBYMSI BAKHBIMH MAaTOT€HETUYECKUMU MEXaHU3MaMH, KOTOPBIE MPUBOIST K
cepaeunoit manbhopmaruu npu cuHApoMe Cwmuta-Jlemnmn-Onuia, SIBIASIOTCS MOBPEKICHUS
MEXKJIETOYHOTO MaTPUKCa ¥ aHOMAaJILHO HAIPABJICHHBIA POCT KJIETOK.

OueHka cOCTOSTHUS CepPAEeYHO-COCYIMCTOH CHCTEMBI

e Bo BpeMs NOCTaHOBKHU AMAarH03a peKOMEHA0BAHO 00CIIeJOBAaHUE CEPIA C MTOCIEIYIOIIUM

OMPCACIICHUCM CTCIICHU TAXKCCTU BBISIBJICHHBIX MMaTOJIOTHH. OGCHGI{OB&HI/IG JOJDKHO
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BKJIIOYATh JJIEKTPOKAPIUOTPAMMY C OLIEHKOM Ocell U 3XOKapAuorpamMmy C OCOOBIM
BHUMAHMEM K MEXIPEACEPIHBIM M MEXKEITyJOUYKOBBIM IIEPETOPOJKaM, a TaKKe
JIETOYHBIM BEHAM.

Jleuenne

e JledeHne cepACUHO-COCYIUCTHIX TOPOKOB Iipu cuHapome Cmura-Jlemnn-Onuia
crenu(pUYHO AJI BBIIBICHHOTO MOPOKAa M HUYEM HE OTIMYAETCA OT UCHOJIb3yeMOH Yy
APYruX OOJBHBIX C TEM K€ JIe(EKTOM.

e [IpucranbHOoe BHUMaHHE HEOOXOIUMO YAENATh XHUPYPruuecKOMY JICUCHHUIO UITU APYTUM
WHBa3WBHBIM MpOLEypaM y OOJBHBIX C HEOJIArONpHUSTHBIM MPOTHO30M, I KOTOPBIX
MEIMKAMEHTO3HOE WM HWHOE TMaUIMaTHBHOE JICYCHWE MOXKET JaTh JIy4llne
KPaTKOCPOYHBIE PE3YJIbTATHI.

Oco0eHHOCTH KeTyI0YHO-KHIIEYHOT0 TPAKTA

AHOMaITNH JKeTyI0YHO-KHIIEYHOT 0 TpakTa ObuTH onucanbl ot 25% (Cunniff ¢ coast., 1997) no
29% (Ryan c coaBt., 1998 r.) OMOXMMHYECKH MOATBEPKIEHHBIX ClIydacB. BbpUIO OTMEYeHO
MHOKECTBO KakK crHenu(uueckux, Tak U Hecrneuuduueckue ocobeHHocTe. OTmedannch
XPOHUYECKHE 3aII0PhI UJIM MTOHOCHI, @ y Hanbosee TSHKeNo MOpakEHHBIX MAlMEHTOB HAOII0JanCh
HEKOTOPBIC JJIEMEHTHl HApPYIICHWS MOTOPHUKH KHUIIEYHUKA. BBUTM ONMUCAHBI MHIOPOCTEHO3,
MaJIbpOTals KUIIeYyHHKa W Oose3Hp ['mpmmpyHra. Ocoboro BHHUMaHUS 3aciyXKHBAIOT ISATh
narueHToB ¢ xonecrazoMm (Cunniff ¢ coaBt., 1997; Ryan c coaBt., 1998), nBo€e M3 KOTOpBIX
noru6nu. [Ipennonaraercs, 4To AaHHAs MATOJIOTHS BO3HUKIIA B PE3YNbTAaTe aHOMAIUU KEITUYHBIX
KHCJIOT, XOTSl TOYHBIE ITATOTEHETUYECKIE MEXaHMU3MbI OCTAIOTCSl HEeM3BECTHhIMU. Kak rmpaswmiio,
cnalbbIii anmeTuT W pBoTa (0€3 CTPYKTYPHBIX aHOMAIHMK B €€ OCHOBE) MPOXOJAT, KOTrja JCTH
CTaHOBSITCA CTapIlIe.

OneHKa COCTOSIHUS KeJTYyT0YHO-KHIIIEYHOT0 TPAKTAa

e OrmpeneneHne aKTUBHOCTH MEYEHOUYHBIX (PEPMEHTOB, YpPOBHS OOIIEr0 M MPSIMOTro
OounpyOrHa He0OX0IMMO MMPOBECTH HA MOMEHT IIOCTAaHOBKM JMarHosa. Eciu onpeneneno
MOBBIIIIEHUE ATHX ITOKa3aTeleH, Jajee B CTaHAapTHOM MOPSIIKE TPOBOIUTCS OTIPEICTICHNE
BO3MOXKHOT'O XOJIeCcTasa.

e MiafieHIIaM ¢ IEPCUCTUPYIOLIEH PBOTOM U OTCYTCTBHEM NMPHOABKU B BeCce HEOOXOAMMO
mpoBecTH oOciefoBaHUE Il OOHapy)KeHUs MUJIOpOocTeHo3a. B momonmHeHue K
TIIATEILHOMY OCMOTpPY TepareBTa, PEKOMEHJIyeTCsl YIbTpa3ByKoBoe Hccienoanue Y31
MpPUBPATHUKA. AHaNMM3  JJEKTPOJIUTOB  MOXKET TMPEJOCTAaBUTh  JOKa3aTelbCTBA
TUIMOXJIOPEMUYECKOTO allKajo3a.

o [lammeHTaM ¢ XpOHUYECKUMHU 3alI0PaMH UM YEPEIOBAHIEM 3aI0POB U IIOHOCA, 0COOEHHO

€CJIM OHM CBSI3aHBI C JAPYTUMU Mpu3HaKamMu Oose3nu ['wpmimpyHra, cieayer IpoBeCTH
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HWPPUTOCKOIIUIO HW/WIM OHMOIICHIO TOHKOTO KuiedyHuka. Eciaum momo3peBaeTcsi 0oJie3HB

I'upmmpynra, HeoOXoAMMO 00cIeI0OBaHNE XUPYpra.

Jleuenne

e HampaBneHnne K XUPypry M CTaHIAPTHOE JICYCHHWE PEKOMEHJOBAHO JUIS MIIAJCHIIEB C

MpU3HAKaMU MTWJIOPOCTEHO3a, MAIbPOTALIMK KUILIEUHHUKA Uik Oosie3nu ['upmpyHra.

e XOTs HET JaHHBIX O JICUYCHUH XoJiecTasa rnpu cuaapome Cmuta-Jlemnn-Onuia, npoOHbIe

n00aBKH X0JIecTeposia B MUY AETAM C IpU3HAKaMU X0JIeCTa3a ONpaBiaHbl. ITO OCHOBAHO

Ha TPENojaraéMoM IMaTOreHETUYECKOM MeXaHU3Me HW3MEHEHUs NpouiIs >KETUHBIX

KHUCIOT npu cuHapome Cmurta-Jlemnn- Onuma 1 BO3MOKHBIX TOJOXKUTEIBHBIX AP deKrTax

MIOBBIIICHUS YPOBHS X0JIECTEPOIIA B IJIa3ME M YBEIIMUCHHS POLIEHTHOM JI0JIM X0JIeCTepoia

CpeIu BCeX CTEPOJIOB CYMMAapHO.

e J[ns HEKOTOPBIX OOJBHBIX CO CTOMKON HECTIOCOOHOCTHIO MUTATHCSI €CTECTBEHHBIM IIYTEM,

HE00XO0IMMO TOJNTOBPEMEHHOE Pa3MEIlIeHHEe TaCTPOCTOMBI, ¢ (PyHAOIINKAIMEen win Oe3.
Oco0eHHOCTH MO4Y€en0J10BOI CHCTEMBI

OnucaHHble AHOMAJIMHM BKJIIOYAIM KHUCTO3HYIO JUCIUIa3uio mouek (29%), anomanuu
pacnionoxxenus nouek (19%), runponedpos (16%), 0OCTPYKIHIO JTOXaHOYHO-MOYETOYHHKOBOTO
coenunenus (13%), ynsoenue nouxu (13%) u arenesuro noyex (6%).

[Toueunsie nedextsl Obu oTMeueHbl B 13% (Cunniff ¢ coast., 1997) u 29% (Ryan c
coaBT., 1998) OuoxumHueckH NOATBEPXKIEHHBIX ciy4yaeB. HapyiieHuss BapbUpOBaUCH OT
aTuIa3uy TIOYEYHBIX JJOXaHOK B SMOPHOHAIBHOM IIEPHO/IC 10 IBYCTOPOHHEH areHe3uH MoveK.

AHOMaMK TOJIOBBIX opraHoB umerot ot 91% (Ryan ¢ coast., 1998) mo 100% (Joseph ¢
C0aBT., 1987) manneHToB MY»XCKOT0 moja. Yaie Bcero HabI0gaeTcs TUNoCiaaus, KpUITOPXU3M
Wi ux KomOuHarws. OIHAKO, CYIIECTBYET IENbId CHEKTP HEIOpPa3BUTHS TOJOBBIX OPraHOB,
OTMHUCAHHBIN y MaIbYUKOB ¢ cuHApoMoM Cmura-Jlemnu-Onuna. U3 35 My»X4uH, OMUCAaHHBIX B
uccnenosannu Paiiana (Ryan c coasrt., 1998), y 8 (23%) naGmromanace peBepcus moia (T.e.,
Hapy>KHbIE TOJIOBBIE OpraHbl >keHckoro tuma) a 11 (31%) uMmenu HeogHO3HAUHbIE T€HUTAIHH.
AHOMaJHMH TIOJOBBIX OPraHOB Yy TIOPaXEHHBIX JEBOYEK, KaK IPABWIIO, HE3aMETHBI, XOTS
HaOJIF01a7I0Ch YBEIMYCHHE KITUTOPA.

[IporHo3 nansi MaJbUYMKOB C AHOMAIHUSMHU TOJIOBBIX OPTaHOB CBSI3aH C BBIPAXKEHHOCTHIO
aHoMmanuu. VcmpaBieHWe TUNOCTATUHM, KaK MPaBWIO, Na&T XOPOUIMH (PYHKIMOHAIBHBIA U
KOCMETHUYECKUH PEe3ysbTar.

OneHka cocTOSIHHSI MOYENO0JI0BOI CHCTEMBbI

e [Ipy TOCTAaHOBKE JWarHo3a pPEKOMEHIYeTCsl  YJIbTPa3BYKOBOE  HCCIICTIOBAaHHE

Mo4YeBbIBOASIUX myTed. Ha ocHoBe pesynbratroB Y3U, MOryT OBITH PEKOMEHIOBAaHBI

JOIOJIHUTEIbHBIE UCCIEIOBAHMUSL.
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Jlyis GONBHBIX OHO3HAYHO >KCHCKMMH BHEIIHUMH TIOJIOBBIMU OpraHaMH HE TpeOyercs
JIOTIOJTHUTEIBHBIX 00CIIe0BaHUH.

Jljig mManueHToB ¢ KakoW-11u00 CTENeHbI0 HEOJHO3HAYHOCTH T'e€HUTAJIHM, peKOMEHI0BaH
XPOMOCOMHBIH aHAJIH3.

Ecnu kapworun mnaunmenta 46, XY, BaXHO OIEHUTh COOTBETCTBYIOIIME MPU3HAKU
Bupwin3anuu. Hopmanien nu pazmep nenuca? Ilansnupyrorcs iu sudku? [IpucyrcrByer
JIY TUTIOCTIAIUSA? DTO BaXKHBIE (DAKTOPHI, KOTOPHIE HEOOXOAMMO YUUTHIBATE JJISI IPHHSTHS
pelIeHus O TMoJe, B KOTOPOM OYIEeT BOCHHTHIBATHCS peOEHOK. OCTOpOKHAS TaNIbITAIIUS
SIMYEK B MOIIIOHKE U B MAaXOBOM 001acTU JOJKHA OBITH MpoBe/ieHa. Eciau ssuuku Bo BpeMst
OCMOTpa HE MalbMUPYIOTCSA, HEOOXOIUMO TOBTOPUTH HCCIEIOBAaHUE BO BpeMs
CJIEIYIOIUX OCMOTPOB.

HampaBrnenue k yposory peKOMEHJOBAaHO Ui BCEX MAIbUYUKOB C THIIOCHAJMEH,
KPUNITOPXU3MOM  WJIA JAPYTMMH aHOMAJMSMH TIIOJOBBIX OpPraHOB, HaIlpUMED,

MHUKPOIICHHUCOM.

Jleuenne

Jleyenne aHOMAMK BEPXHUX MOUYEBBIBOASAIINX MyTEH 3aBUCUT OT MPUPOJIBI BBISIBICHHBIX
AHOMAJIMH W TPOBOJUTCS CTAaHAAPTHO. XOTS HEMPABWIBHOE IOJIOKEHUE TOYEK DPEIKO
TpeOyeT Kakoro-1mbo BU/Ia JISYEHUS, TOYTH BCEM JIETSM C yIBOCHHUEM ITOYEK HEOOXOTUMO
XUPYPTUYECKOE JICUCHHE.

C COBpeMEHHBIMH XHPYPTUYECKMMH METOJAMH, KaK TMPaBHJIO, JIOCTUTAETCS
YIIOBJIETBOPUTEIHHOE YCTPAHEHHUE THITOCTIAHH.

Masnp4uKy ¢ KpUNTOPXU3MOM JIOJDKHBI HAONIOAATHCS B TEUEHHE INEepBOTO T0/a JKHU3HH,
9TOOBI YBHUJIETH, OIYCTATCS JIM SIMUKW CIIOHTaHHO. OpXHIOMEKCHsI PEKOMEHIYeTCs JUIs
MaJIBYMKOB C TIEPCUCTUPYIOIIUM KPUIITOPXU3MOM.

Masnp4uKy ¢ MUKPOIICHHCOM WIJTH 3HAYUTEIBHOMN CTETICHBI0 HEOJTHO3HAYHOCTH TeHUTAIINI
JIOJDKHBI OBITH TIIATEIBHO OCMOTPEHBI, JUIsl ONpeAeTIeHUs YMECTHOCTH I10J1a, B KOTOPOM
Oyner BocnuThbIBaTbCAd peOEHOK. Jlydine Bcero 3TOT BOMPOC pelaercs TIpyNInon
CTIEMAIMCTOB, BKIIOYAIONIEH yposiora, SHIAOKPHHOIOTa W TEHETHKAa. B TpuHATHH
peILlIeHH, KacaloUIMXCsl OIpeNeNeHus] Mojia JOJDKHBI paccMaTpUBATBCS HECKOJIBKO
¢dakTopoB. Bo-NepBbIX, CYIIECTBYET IOJIOKUTEIbHAS KOPPEALUS MEXIY TIKECThIO
OOIIEKJIMHUYECKUX TPU3HAKOB M BBIPAKEHHOCTHIO AHOMAIUN TIIOJIOBBIX OPraHOB Yy
ManpunkoB (Bialer ¢ coaBt., 1987). DTo 03HauaeT, 4TO MAIBUYUKU C CAMBIMH TSDKEITBIMHU
MATOJIOTHSMH TOJIOBBIX OPTaHOB, KaK IMPAaBHJIO, UMEIOT XYALIMHA MPOTHO3 pPa3BUTHS U

MOBBIIIEHHBIN PUCK paHHel rubenu. Pemenus 06 onepanuy Ha MOJOBBIX OpraHax U CMEHE
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rmojia JIOJDKHO OBITh CACIaHO B KOHTEKCTE (PYHKIIMOHAIBHOTO COCTOSIHHMS pEeOEHKa M
MIPOTHO3a MPOIOJKUTEIILHOCTH KU3HU, Pa3BUTHS U COIIMAILHOTO OCO3HAHMSL.
H3MeHeHNs CKEJIETHOM U MbIILIEYHOI CHCTEM

Haubonee uvacTo oTMeuyamMol aHOMalIMeH CKEJIETHOM H MBIIMIEYHOH CHCTEMBI SBISETCS
CHHIAKTHJIMSA BTOPOTO W TPEThEro TMajblleB HOT, MNPUCYTCTByIomas Oonee yeM B 95%
OMOXMMHUYECKH MOATBEPKAEHHBIX cirydaeB (Tint ¢ coast., 1995; Cunniff ¢ coast., 1997; Ryan ¢
coaBT., 1998). B OonpmHMHCTBE Cily4aeB 3TO OTIMYUTENbHAsA «Y-00pasHasy CHHIAKTHIIHSL.
«OcHoBanue Y» dopMmupyeT KECTKasg KOXKHAs CHHAAKTWIMS Ha YPOBHE JUCTAIBHBIX
MeX(}aJaHTOBBIX CYCTaBOB, a «pa3BWiIKa Y)» oOpa3oBaHa IUCTAIbHBIMH (ajaHraMH. OTOT
MpHU3HAK HE SBJSETCS OOJIMTAaTHBIM U MOJXKET OTCYTCTBOBATH Yy MAIMEHTOB C IMOPAKECHUSMU
yMepeHHOW TspkecTd. CHHIAKTWIMS HE MPHBOJUT K KAKUM-THOO (YHKIIMOHATHHBIM
HAPYIICHUSIM.

[TocrakcuanpHasi TMONMHIAKTUIUS MPUCYTCTBYET NPUMEPHO Y TMOJOBUHBI OMHCAHHBIX
nanueHToB. Yarie oHa BO3HMKAeT HA PyKaxX W OOBIYHO IMPHUCYTCTBYET B BHJE OECKOCTHOTO
OTPOCTKA. AHOMAJILHO KOPOTKHE WJIM TPOKCUMATBHO Pa3MEIMIEHHBIN OOJBIION maliel] Takxke
OTMEUYEH MNPUMEPHO Yy TOJOBUHBI OOJIbHBIX, Yallle Yy UMIOIUX OoJiee TsHKENIbIe MPOSBICHUS
cuHapoma. Kpome TOro, omvcaHHble CKEJIETHbIE aHOMAIWW BKIIOYaIW BbIBUX Oenpa (18%),
yKopoueHne KoHewHOCTH (12%), OpaxumakTiumio (20%), yinpHapHYTO JaeBHanuio naibies (14%)
1 o3uninoHHkIe nedopmaruu cromnsl (31%) (Ryan c coast., 1998).

OuneHka n3MeHeHHH CKeJIeTHOH U MBIIIEeYHOH CHCTEM

e CrangapTHOro 00CIEIOBaHUS JOCTATOYHO JUIS OOHAPYXKEHHS CKEJICTHO-MBIIICUHBIX

aHOMauil y OOJBHBIX.

e Jlns MaMeHToB C MOJMUIAKTHIINEH peKOMEHI0BaHa KOHCYIbTAIUS XUPYPra.

e Ocoboe BHUMaHHE HEOOXOOUMO YACIUTh OCMOTpY O€nep. Y OONbHBIX, HUMEIOIINX

HEHOpMAJIbHOE TMOJIOXKEeHHe Oellpa, OTpaHHYEHUE OTBEACHUS, MOXET OBITh AUCIIIA3Us

Ta300eIpEHHBIX CYCTaBOB, UM PEKOMEHIOBAHO HaMpaBIeHUE K OPTOIIEY.

e [lammeHTaM ¢ O3UIIMOHHBIMH JeQOpMAIIUSIMH CTOIBI, TAKUMHU KaK SKBUHOBapyCHasl MU

KaJTbKaHEOBAIBI'yCHASI KOCOJIAMIOCTh TaK)Ke PEKOMEHTyeTCsl HallpaBlIeHUE K OPTOTIETY.

JleueHnue

e IIpocToe ncceueHne JOOABOUHBIX MANBIIEB MOXKET OBITH BBIOJHEHO B JICHb OOpalieHus,

XOTS HEKOTOPBIM JICTSIM C TOJUAAKTHIINEH HOT, NMPH KOTOPOH JOMOJHUTEIIBHBIC MaJIbIIbI

MOTYT OBITH OOJIEE pa3BUTHI, TpeOyeTCs 00Jiee CIOKHBIA XUPYPIrUUECKUN MOIXO/I.

e [Ipemmonaraercs, 4YTo JIeYCHHWE MWCIUIA3MA Ta300€qPEHHOTO CyCTaBa NPHUBEIET K

YCTOMYMBOCTH Ta300€IpEHHOr0 CycTaBa, a YCTpaHeHue aedopmaruu crom 00ecneuuT

COOTBETCTBYIOIIEE ITO3UIIHOHUPOBAHUE HOT.
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e Her naHHBIX, TO3BOJSIONINX YTBEPKAATh, YTO JICUCHUE CKEIETHO-MBIIICYHBIX MPOOIEM Y
nerel ¢ cuaapoMoM Cwmura-Jlemnm- Onuna OyeT OTIIMYaThCsl OT JICUCHHS HEOPaXEHHBIX
JIeTen.
OCo0eHHOCTH KOKHBIX U3MEHEHUIl TPU CHHIpOMeE
HenaBHo ObUIO TOKa3aHO, 4TO y OONbHBIX cUHIpoMoM Cwmuta-Jlemnu-Onuna HaGmomaeTcs
pa3HooOpa3re KOXKHBIX IMPOSBICHUN. BONBITMHCTBO MMEIOT CBETJIBIA IBET KOXKH M CBETIIBIC
BOJIOCHI TI0 CPaBHEHHUIO C HETIOPAKEHHBIMH POJCTBCHHUKAMU MEPBOM cTeneHn pojacTta (Ryan c
coaBT., 1998). Iloutn y Bcex OOJBHBIX MPOSABIISIIOTCS IPUTEMATO3HBIE PEAKIIMU HA COJHEUHBIN
CBET, MTOTOMY POJMTEIH YacTO JIEP)KAT CBOMX JICTEH B MOMEICHUH WM UHAYE 3alUINAIOT UX OT
conHna. Jk3eMa coobmraercsa y 10% mnanuenTtoB. Kak npaBuiio, KO>KHbIE TPOSBICHUS CUHIPOMA
Cwmmura-Jlemnu-Onuia He CepbE3HBI M MOTYT OBITh YCTPaHEHBI C TOMOIIBIO TIPEBEHTUBHBIX MEp.
OueHka COCTOSIHUS KOKH
e OcCMOTp KOXH JOJDKEH BBISIBUTH JIFOOBIC OTKIIOHEHUS, KOTOPBIE TPEOYIOT JICUCHUSI.
Jleyenne
e Kak cooOmaercs, JeuyeHHE IUETUYCCKHM XOJECTEPOJIOM MPHBOIUT K CHUIKCHHIO
CBETOYYBCTBUTEIHHOCTH M KOXHBIX BbIchimanuii (Elias ¢ coast., 1997; Nwokoro u
Mulvihill, 1997). Ilonp3a sTtoro meroga Oblia yka3zaHa B OTYETaX pOAUTENEH U
uccinenosareneii. Oanako, A3ypaust (Azurdia u coast. 2001) ommcan 0OBEKTHBHBIE
CBUJICTEIILCTBA CHW)KCHHSI CBETOYYBCTBHTEIHLHOCTH Y OOJBHBIX, moiy4aBmmx 75-200
MT/KT XOJIECTEPOJIa B JICHb B TCUCHUE 6 MECSIICB.
e Peakmuio YyBCTBUTEIBHOCTH K COJIHEYHOMY CBETY MOXHO MHHHMH3UPOBAThH ITYTEM
OTpPaHWYCHUSI TIPOJODKUTEIIBHOCTH BO3JICUCTBUS, WCIOJB3Ys 3aIIUTHYIO OJICKIYy H
COJTHIE3AITUTHBIN KPEeM.

e [lpu neyeHnn 060CTPEHUI FK3EMBI IOJE3HBIMU MOTYT ObITh TONUYECKHE CTEPOUIBI.
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