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XpOMOCOMHbIE 60ne3Hu

Cunpapom [layHa

CUHOHUMBI: CUHAPOM Tpucomum o 21-i xpomocome, G,-Tpucomms

OMIM: 190685

OmauuumenvHole npusHaku: YMCTBCHHad OTCTAJIOCTb, MbIIICYHAA THUIIOTOHUA,
TJIOCKOE JIUIIO, MOHTOJIOUIHBIA pas3pea rj1a3, MaJICHbKUE YITHBIC PaAKOBUHBI

Hanucas B 1866 I. B cTaThe 0 pacoBOM Kj1acCcu-
(ukanum cnaboyMHBIX, YTO «OYE€Hb MHOTHE
0OJIbHBIEC C BPOXKIEHHBIM CIa00YMUEM BHEIII-
HE TUITMYHbIE MOHTOJIOU Ibl», AHIJIMACKUI Bpau
JI>xxoH JlanrnoH JlayH nmepBbIM yKa3an Ha 60-
JIe3Hb, KOTOPYIO BIOCJIEACTBUU HA3BaJId €O
nuMeHeM. B aBropuretHoit MoHorpacduu Jlaii-
oHena [MeHpoysa u Ixxopmaxa CMuTa pacnpo-
CTpaHEHHOCTh cuHApoMa [layHa oneHeHa B 1
Ha 660 HOBOPOXIEHHBIX, TO €CTh 3TO camast
yacTasi BpOX/JeHHasl 00JIe3Hb UyeoBeKa.

YacTbie CMMNTOMbI

061yne. MplilieuHast TUIIOTOHUSI, B CBSI3U C UeM
pPOT YacTO OTKPHIT, a U30 pTa BBICOBBIBAETCSI
SI3BIK; PACXOXICHME TIPSIMBIX MBIIILL XXMBOTA;
pa300JATaHHOCTb CYCTABOB; HU3KHWI pOCT U He-
YKJTIOKasl IOXO/KA; CKIIOHHOCTb K OXXUPEHUIO
B ITOAPOCTKOBOM BO3pacTe.

LJHC. YMcTBEHHAsS OTCTAIOCTb.

lonoBa. bpaxunedans ¢ INIOCKUM 3aThIJIKOM
U PACIIOJIOKEHHBIM M0 CPEIHEN TUMHUYU TEMEH -
HBIM BUXPOM; JieTKasi MUKpoLehaaus, mpu-
JIaro1as rja3amMm MOHIOJIOUAHbBIM BU; TOHKUI
CBOJI Ueperna ¢ Mo31HO 3aKPbIBAIOIIMMUCS PO/JI-
HUYKAMU; HEOPA3BUTHE WM OTCYTCTBUE J100-
HBIX TAa3yX; KOPOTKOE TBepaoe HebO; KOPOT-
KMIA HOC € TUIOCKOM MEePEHOCULIECH; STTMKAHT.
[nasa. [TurMeHTHBIE MATHA TI0 KPalo pamyskKKu
(natHa bpamdwunna); nepudepudeckast rumno-
IUIa3Usl PamyXKu; HeOOJIbIINE MOMYTHEHMUS
XpyCTajMKa, 3aMeTHbIC IIPU OCMOTpPE CO Iie-
neBoit yammnoit (59%); HapymeHus: pedpak-

un (MPEMYILIECTBEHHO O1130pyKOCTh, 70%);
nuctarm (35%); kocormnasue (45%); Hempoxo-
JIIMMOCTh HOCOCJIe3HOro rpoTtoka (20%); kara-
paxra B 3pejioM Bospacte (30—60%).

Yium. ManeHbKue yirHble pAKOBUHBI; 3aBUTOK
BBEpXY PaCIIMPeH M CBUCAET; MOYKM YIITHBIX
PAaKOBUH MaJieHbKWE MW OTCYTCTBYIOT; KOH-
NYKTUBHAs1, HEMPOCEHCOPHAs UM CMelllaH-
Hasi TYyTOyXocCTh (66%); CKOIUIEHUE KUAKOCTH
B 6apabanHoit mosoctu (60—80%).

3y6bl. Tunonna3ust; HeNpaBUIbLHOE PACTIONO-
>KEHME; HEMOABEPXKEHHOCTh Kapuecy; napo-
JIOHTO3.

Llles1. BBITIAIUT YKOPOYEHHOIA.

Knctn. KopoTkue TsICTHbIE KOCTU U (paJlaHTh
MajbleB; TUIOIUIa3usl cpeaHeil damaHru
V nasbua (60%) B coueTaHUM ¢ KIMHOIAKTH-
nmeit (50%), emMHCTBEHHOM crubaTeIbHOi 60-
po3noit Ha 3ToM nainblie (40%) wiau u Tem, u
NIPYTYM; YeThlIpeXxnaliblieBasi JafoHHasi 00po3-
na (45%); LeHTpalbHBI OCEBON TpUpaAIUYC
(84%); ynbHapHbBIe METJI Ha MOAYILIeUKax BCeX
manbles (35%).

Cronbl. CanpmaneBUaHAs 1IE/Ib; TIIyOOKast MMo-
noliBeHHas 6opo3aa Mexay | u 11 maneamu;
OTKpBITOE TT0JIe ocHoBaHUs I manbia (50%).
Ta3. T'urioniasus Taza ¢ paclIMpeHueM 1 pas-
BOPOTOM HapYyXy KPbLIbEeB MOJAB3AOITHBIX KOC-
Teil 1 HEAOPA3BUTUEM BEPTITYKHBIX BITaIUH.
Cepzue. BpoxaeHHbIe TOpoKHU rpruMepHo Y 40%
JIETEN: OTKPBIThIA aTPUOBEHTPUKYJISIPHBINA Ka-
HaJl, 1eGeKT MeXCKeTyT0uKOBOM Meperopoi-
KW, OTKPBITBI apTepHallbHbIii MPOTOK, Je-
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(heKT MeXTIpencepaIHOIM TIePEeropoIKY U abep-
paHTHas MOAKITIOYMYHAs apTepus (B MOPSIAKe
yObIBaHMS 4acToOThl); K 20 rogaM — IpoJarc
MHTPAJBHOTO, a WHOTJA W TPEXCTBOPYATOTrO
KJlamaHa ¢ aopTajJbHOW HEIOCTATOUYHOCTHIO;
PUCK aOpTaJIbHOM HEITOCTAaTOUHOCTU CHIIBHO
noBbIIIaeTcs ¢ 18-1eTHero Bo3pacra.

Koxa. CknaggaTast Koxka Ha 3aJHe il TOBEPXHO-
¢ty 1ren (y TPYIHBIX AeTeii); MpaMOPHBIN pH-
CYHOK KOXHU (0COOEHHO KOHeuHOocCTeit, 43%);
CO BPEMEHEM — CYXOCTb U IIeayIIeHne KOXHU
(75%); THOMHYKOBBIE 3a00JIEBAaHUST KOXKH T1a-
XOBOI 00J1aCTH, ITOIUIIL U Oeep, KOTOphIe Ha-
YUHAIOTC ¢ QOoUTHKyuTa, y 50—60% mompo-
CTKOB.

Bonocesl. ToHkue, MSITKHE U peKUe; TOOKOBBIE
BOJIOCHI y TIOMPOCTKOB — TIPSIMEBIE.

MonoBbie opranbl. HecKoabKo yMeHbIIIEHHbIE
JUTMHA TIOJIOBOTO YjieHa U 00beM SIMUeK; Tep-
BUYHBIN TUTTOTOHAIN3M, YACTO 3aMETHBIN y3Ke
Y HOBOPOXXIEHHBIX M BCET/Ia — Y B3POCIBIX: Y
JKEHIIMH Pe3KO CHMXeHa (hepTUIbHOCTD, a
MY>KUMHBI CTEPUTbHBI.

Pepkve cumnTombl

Omunencust (MeHee 9%); kepaTokoHyc (6%);
BpokIeHHast KatapakTa (3%); HU3KO MOcaXeH-
HbIe YIIW; KPBIJIOBUAHbBIE CKJIAIK/A Ha Iiee;
IIBa sIIpa OKOCTEHEHUST B PYKOSITKE TPYIUHEL;
KUJIeBUIHAS WJIM BOPOHKOOOpa3Hasl TpymHast
KJIeTKa; BPOXIEHHBI CTEHO3 Tpaxeu, BbI-
3BAHHBII OTCYTCTBUEM ITEPETIOHYATON CTEHKH
TpaxelHbIX xpsieit; mopoku passutus KKT
(12%), B 4aCTHOCTH TPAXEOIMUIIIEBOIHbIE CBU-
1M, aTpe3us ABeHAAIATUTIEPCTHONW KMIIKH,
rpblka MYMOYHOTO KaHATHKa, CTE€HO3 TMpPHU-
BpaTHWKA, KOJIBLIEBUIHAS TTOIKETYI0UHAST JKe-
Jie3a, 00Jie3Hb [MpIICIIpyHTa U aTpe3ust 3aj-
HEro Mpoxoja; HermoJHOe 3aKPBhITHE MO3BO-
HOYHBIX AT B HUXKHUX OTAeaX MO3BOHOUHM-
Ka (37%); 11 map pebep; HeCTaAOMIBLHOCTD aT-
JlaHTooCeBbIX (12%) M aTnaHTO3aTHIIOYHBIX
(8,5%) cycraBoB; rumoruiasust 3ydba OCeBOro
MTO3BOHKa (6%); TMIIOIIIA3MsT 3aIHEW TyTH aT-
naHTa (26%); aHoManMu Ta300eAPEHHOro CyC-
TaBa (8%), BYACTHOCTH €TO TUCTLIA3MsI, BPOXK-
NIEHHbII BBIBUX Oeapa, aCeNTUYECKU1 HEeKpO3
TOJIOBKY O€ApeHHOI KOCTU M OCTEOXOHIpOoIa-
THS TOJIOBKU OeIpeHHOM KocTu; cpameHue 11
u 111 manpneB Ha Horax; cuHapoMm Mrima—bap-
pertTa. 3a00J1€Ba€MOCTb JIEAIKO30M COCTABIISIET
1 Ha 95 GoabHBIX cuHApOMOM JlayHa, TO ecTh
npubmkaeTcs K 1%. bone3Hu MMTOBUIHON
JKeJie3bl, B TOM YMCJIe BPOXKIEHHBIN MepBUY-
HBIIA TUIIOTUPEO3, HETOKCUYECKUI 300 U TH-
PEOTOKCUKO3, BcTpeyatorcst yaie. Coobura-

JIOCh O 3a00JIeBaHUSIX TIEYEHU CO CMEPTECJIb-
HBIM MCXOOOM B IICPUHATAJIbHOM IMEPUOLIL.

[lMarHocTMKa y HOBOPOXAEHHbIX

151 nuarHoCTUKU cuHapoma JlayHa y HOBO-
POXIEHHBIX XBaTaeT 0OBIYHOTO ocMoTpa. O0-
clenoBaB 48 HOBOpoXXIeHHbIX, bepTib Xaib
BBIICJIWII CJICAYIOLINE IeCITh TPU3HAKOB, Ue-
THIpE U3 KOTOPBIX B Pa3JIMUYHBIX COYETAHUSIX
BCTpPEUAINCh y KaXI0ro OOJIBHOTO, a IIeCThb
i 6osee — y 89% OONBHBIX:

[1ockoe auio 90%
OcnabyieHue Wi otcyrcTBre pediiek- 85%
ca Mopo

MpbllIeYHast TUITOTOHUS 80%
Pa3601TaHHOCTD CYyCTaBOB 80%
Cxuamyartast Koxa Ha 3agHeii moBepx- 80%
HOCTH IlIeU

MOHTOJOMIHBIN pa3pes I1a3 80%
Jucruiasus Taza 70%
HemnpasuibHag ¢popMa yirHeIx pako-  60%
BHH

Knunomaktunus V naiblia 60%

YeToIpexmnanblieBas JagoHHas 6oposaa 45%

TeyeHune n nporHos

C BO3pacTOM MBIIIEYHBIN TOHYC HOPMaJIU3y-
eTCsI, a YMCTBEHHOE pa3BUTHE, HA0OOPOT, BCe
Oouibllie 3ama3abiBaeT. Tak, B mepBbie 3 roaa
JKM3HU TIOUTHU Y YETBEPTU JeTeld Koadduliim-
eHT pa3BuTHsl Bhilie 50, a B Oosee cTapiieMm
Bo3pacte [Q JIMIIb B UCKITIOYUTETbHBIX CITyda-
sx rpesbiaeT 50. OOBIYHO TOBOPST, UTO UH-
TeJIEKT Ipu cuHapoMe JlayHa KojaebaeTcs oT
25 mo 50, Ho Ha caMoM aeJie cpenHuii [Q y moj-
POCTKOB M B3pociybix paBeH 24. K cuacteblo,
coluyaabHas anarTHPOBAHHOCTh TaKUX 0OJTb-
HBIX JOBOJILHO XOPOIIIa U OTiepekaeT UX yMCT-
BEHHBII BO3pacT B cpenHeM Ha 3,3 roga. DTo
Becesble, MTOKIAANCThIE W APYKeTIOOHbIE 1e-
TH, CKJIOHHBIE K TIOAPaKaHUIO, XOPOIIO IyB-
CTBYIOIIIME€ PUTM U J100s111e My3biKy. Heko-
TOpbIE, HATIPOTUB, YIIPSIMBI U HETTOCIYIITHBI, a
y 13% neTeit MpUCYTCTBYIOT SIBHBIE 3MOIINO-
HaJIbHbIE paccTpoiicTBa. TUIUYHBI HEYKIIO-
JKE€CTb Y HU3KMI XpUILIbIA rosoc. CyliecTBy-
IOT BOCITMTATEIbHbIC MPOTPAMMBbI, KOTOpPbBIC
MOICTETMBAIOT TICUXUYECKOe Pa3BUTHE NeTeit
B TiepBble 4—5 JIeT KU3HU, HO TIOKa He SICHO,
HACKOJIbKO OHM OTpaxaloTcsl Ha UTOTOBOM
pa3BUTUM.

[MpuMepHO y TpeTH GOJIBHBIX OTMEYaeTCs

CuHppom [layHa
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OOCTPYKIIUST BEPXHUX IbIXaTeIbHBIX TTyTEH BO
CHe.

PacTyT netu menneHHoO, U TOSIBIEHUE BTO-
PUUHBIX SJIep OKOCTCHEHUSI B TepBbie 8 JieT
yacTo 3amnasnbiBaet. [1o3xe cozpeBaHue KOC-
Tel YCKOPSIETCsI, TaK YTO TAE-TO K 15-j1eTHeMy
BO3PACTy AOCTUTAETCS OKOHYATEIbHBII POCT.
[TonoBoe co3peBaHUEe MOAPOCTKOB OOBIYHO
HenosHoe. Lllupoko pacnpocTpaHeHsl 6ose3-
HU IIMTOBUIHOMN XeJe3bl, HO OHU HE BCeraa
BOBpEMSI PACTIO3HAIOTCS, TOTOMY HEOOXOI M -
MBI PETYJISIpHbIE TOPMOHAJIBHBIE MCCIIeI0Ba-
HUS.

B 1983 r. 6onbHble cuHapoMoMm JlayHa B
cpeHeM ToXXuBau 10 25 net, a B 1997 r. cpen-
HSISI TIPOJIOJIKUTEIBHOCTD KMU3HM YK€ COCTa-
Bwia 49 net. OCHOBHasI MpUYMHA paHHEN TU-
6es11 00JIbHBIX — BPOXJIEHHbIE TOPOKU CEP/I-
1a. [ToBblllieHa CMEPTHOCTD OT 0O0JIe3HEN op-
TraHOB JIbIXaHUsI (B OCHOBHOM ITHEBMOHUIA) U
nHdexkImoHHbIX 601e3Heit. Eme oqHa yacras
MPUYMHA CMEPTU — JIEHKO3bI, XOTS 3adoJie-
Ba€MOCTb OCTaJIbHBIMU 3J1I0KAaY€CTBEHHBIMU
OMYXOJISIMU CHUKeHa Oosiee yeM B 10 pas. U3
CONYTCTBYIOIIMX 0OJI€3HEN pacpoCTpaHEHbI
VIIOpHBIE, TPYAHO MOAIAIONIMECS JICUSHUIO
PUHUT, KOHBIOHKTUBUT U MapOAOHTUT. OTMe-
yaeTcsl ocjabjeHre KIETOUHOTO U TyMOpaib-
HOTO UIMMYHUTETA, a TAKXKE YACTOE HOCUTETb-
CTBO BUpyca renarura B, moatomy Bcem 00J1b-
HBIM CUHAPOMOM JlayHa peKOMEHIyIOT Bak-
LIMHALIMIO TIPOTUB TenaTtuTa B.

ITonBBIBUX B aTJIAHTOOCEBOM CYCTaBE HaX0-
1Aty 12—20% 060abHBIX, HO PeIKO KOTIa OH
COIPOBOX/IAETCS CIABJIEHUEM CITMHHOTO MO3-
ra. JlaHHble JUTEpaTyphl, Kacalmouencss Mac-
COBBIX 00CJIeIOBaHUIA 110 MOBOY 3TOI aHOMa-
JINU, TpOoTUBOpeurBbI. Ellle HU B 01HO pabo-
T€ HE yIaJloCh BBIICJUTh PEHTIEHOJIO0ruYe-
CKMe€ MPU3HAKU, CIIOCOOHBIE HAIEXKHO Tpe/-
cKazaTh, y KaKMX JIeTell BOSBHUKHYT HEBPOJIO-
rudeckue ocyioxHeHus. [loaromy Besikomy pe-
OEHKY, Y KOTOPOIo HapylalTcs (GpyHKIIMY Ta-
30BbIX OPraHOB, MEHSIETCSI HAKJIOH TOJIOBBI
WJIW TPOTaJaloT JABUTAaTeIbHbIe HaBbIKU, T10-
KazaHa peHTreHorpadus 1eitHoro oTaea rno-
3BOHOYHMKA. OOBIYHO CUMIITOMBI pa3BUBa-
1orcst 10 10-7eTHero Bo3pacTa, KOraa CBSI3KU
0COOEHHO PACTSIKMMBI.

dtuonorug

Cunnpom JlayHa BbI3BaH TPMCOMMUEI 10 BCei
21-i1 XxpoMocoMe WK MO ee OOJbIION YacTu.
CornacHo 0000IIeHHBIM pe3yiabraTtaMm 11 mc-
cJieoBaHUM, BKIIOUaBIIMX 784 OOMBHBIX, OT-
HOCUTEJIbHAsI YaCTOTa XpPOMOCOMHBIX abeppa-
L1l caenyonasn:

IMosnnas Tpucomus 1o 21-i xpomo-  94%
come
Mo3au1ir3M, coueTarlmnii TpPUCo- 2,4%

MHUIO ¢ HOpMaJTbHBIM HabOPOM XpO-
MOCOM

Tpancaokauus 21-it xpomocomsl win 3,3%
ee OOJIBIIION YaCTU Ha XpPOMOCOMBI

rpynnsl D unmn G (mpuMepHo ¢ oau-
HaKOBOI1 YaCTOTOIA)

BeposTHOCTh HepacXoXIeHUsT XPOMOCOM B
JKEHCKHUX TIOJIOBBIX KJIETKAX YBEJIMIUBAETCS C
BO3pacToM Mmatepu. Tak, 4acToTa poXAeHUs
0O0JILHOTO pebeHKa y XXeHIIuH 15—29 et co-
crapysier 1 Ha 1500 ponos, 30—34 netr — 1 Ha
800, 35—39 et — 1 Ha 270, 40—44 ner — | Ha
100, a mocne 45 net — 1 Ha 50.

B 11e710M, pUCK TOBTOPHOTO POXKIECHUS pe-
6eHka ¢ cuHapoMmoM JlayHa coctaBisieT 1%,
OITHAKO OH CYILECTBEHHO BBIIIE Y HOCUTENEH
cOajlaHCUpPOBaHHOU TpaHcaoKaluu. BooOlie
TpaHCIOKALUK HaXomsT y 6% OOJbHBIX IETEH,
POIUBIIMXCS Y XeHIIUH muaame 30 JieT, HO
JIMIIb Y TPETU TaKUX JAeTeil pOIUTENn OyayT
HOCUTEJISIMU COATaHCUPOBAHHOM TPaHCIOKa-
mn. CleoBaTeIbHO, BEPOSITHOCTD HOCUTE b~
cTBa cOaJlaHCUPOBAHHOW TPAHCIIOKAIIUU OJI-
HUM U3 poauTeneit, ecim MaTb Mojioxe 30 J1eT,
cocrapisieT 2% (a ecnu crapiie 30 Jer, TO
0,3%). PucK MMOBTOPHOTO POXKIECHHUS OOTHHO-
ro pebeHKa y HocuTellel cbaaHCMPOBaHHOM
TpaHCJIOKAIlMK 3aBUCHUT OT XapaKTepa TpaHC-
JIOKAIIMU 1 OT T0J1a HOCUTEJIsI, HO Iaxe B OT-
CYTCTBHE TpaHCIIOKAIMU 3TOT puck (1%) moc-
TaToO4YeH, YTOOBI OMpaBIaTh MpeHATAIbHYIO
IMArHOCTUKY IIpM KaxXKIoi Iocaeayoieii 0e-
peMeHHOCTU. Mo3auliu3M BBI3bIBAET MeHee
TSKENYI0 00JIE3Hb, IIPU KOTOPOI YMCTBEHHOE
pa3BUTHE MOXET CUJIBHO 3alepXUBaThCs, a
MOXET COBCEM He HapyIlaThCs, YTO HEBO3-
MOXHO TpeacKasaTh Mo BHEIIHEMY BUIY. X0-
POIIIO Pa3BUThHIE OETH C TUIMUYHON IJIsI CUH-
npoMa JlayHa BHEIIHOCTBIO, CKOpee BCeTo,
MMEIOT MO3aMIIM3M, UTO, BIPOYEM, He BCeraa
JIETKO TMOATBEPIUTD.
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PucyHok 1.1. Cungpom [ayHa. A u B. MoHroyiouHbI pa3pe3 11a3, B3IepHYTbIi HOC C 10~
ckoii nepeHocuteit. (Ilyonmkyercs ¢ paspemenus nokropa Jiluaa bépa u3 JleTckoiil 00J1bHUIIBI
B Can-/luero.)
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PucyHok 1.2. Cunpgpom [layHa. A—B. [1nockoe iuiio, npsiMbie BOJOCHI, BBICYHYTHIH SI3bIK U
eIMHCTBeHHas crubarebHasi 00po3/1a Ha MU3UHIIE.
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PucyHok 1.3. CuHgpom [ayHa. A. [Istaa bpamdwina. b. Cknaguartas Koxa Ha 3aaHeil 11o-
BepxHocTu 1en. B. CanpaneBuaHas 1eib M TIyOOKas IOAOLIBeHHast Goposga mexny 1 u
Il nanbuamu. I'. Mbiiieynas runotronus. I v E. YcuiieHne THIIMYHBIX 4epT JIMLIA BO BpeMsI IL1a-
ya. (I u E nybnukyooTcs ¢ pazpenieHust nokropa MapunuH [xkoHce u3 JleTckoii 00IbHUIIB B
Can-/luero.)
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