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akrwbdeE

AyTOCOMHBIE CHHAPOMBI

Ilepexons k o0IIeH XapaKTEPUCTUKE ayTOCOMHBIX CHHAPOMOB, CIIEyeT MOMHHUTh, YTO BCE MOHOCOMHHU
1o JIt000H M3 ayTocoM OOBIYHO MPHUBOMAT K BHYTPUYTpOOHOI rubenu miuoja. Yarie Bcero B Marepuanax
CIIOHTAaHHBIX aboOpTYyCOB BCTpeudaloTcss MOHOCOMMHU. IIpu TpuCOMHSAX ayTOCOM JIETaJbHOCTh TOpas3jio
MEHbIIIE, OJHAKO POIMBIIMECS JAETH MMEIOT TSDKENeHIIne BPOXKICHHBIE MOpOKH pa3BuTHs. Hambonee
OJIaronpusATHOE IMOJIOKEHHE HAONIOIAaeTCs MPH HAJMYUU B OpraHU3Me Mo3auiu3Ma. [[eTH ¢ Mo3anyHbIM
KapHOTHIIOM O00JaJatoT MOBBIIIEHHON >XHM3HECIIOCOOHOCTHIO, a KIMHWYECKas KapTHHA y HHUX MEHee
BbIpakeHa. Kpome YnCIeHHBIX XpPOMOCOMHBIX HapYIICHHWH, y YeJOBEKa OMMCAHO OOJBIIOE KOIHYECTBO
CTPYKTYPHBIX ITEPECTPOEK.

W3BecTHO, 94TO Cpear KUBOPOXKIEHHBIX C ayTOCOMHBIMU CHHAPOMAaMH Yallle BCETO BCTPEYAIOTCS MOJTHBIC
Tprcomud 1o 13, 18 u 21 xpomocomam, cpeau KoTopslx 75% mpuxoaurcs Ha Aomo cuHapoma [ayna. 13
JIpPYrHX IIOJIHBIX TPUCOMHI IO ayTocOMaM 3aperuCTPUPOBAHBI EAVMHWYHBIE CIy4yad pOIOB IO
xpomocomam 8, 9, 14 u 22.

Cunapom [layna

IlepBoe kIMHUYECKOE OMHMCAHHUE STOM aHOMaJUU OTHOCUTCS K 1866 T. U MpPUHAANCKUT aHTIUHCKOMY
Bpauy Jlenrtony J[ayny. Cmycts moutu 100 JeT IIMTOreHETHYECKYIO MpHUpoAy cuHapoma JlayHa
ycTaHoBWI (ppaHIry3ckuii mccienoBatens K. Jlexxern B 1959 r., oOHapykuB y OOJBHBIX JHINTHIOW 21



xpomocomy. Eme g0 otkpertus XK. Jlexxena B 1932 1. BapmeHOypr npeaoio uI, 4To IpuIuHa O0JIe3HH
JayHa, BO3MOXHO, CBs3aHa ¢ aHOMaNUAMHU XpoMocoM. K HacTosmemy Bpemenu 6one3ns JlayHa nzydeHa
JOCTaTOYHO TIOJIHO, OHA TIPEACTAaBISET COOOH OJHY M3 CaMbIX YacThIX XPOMOCOMHBIX OoJe3Hel
(Bctpeuaercs ¢ gactoroit 1:700-1:800). Cpean Bcex YMCTBEHHO OTCTAJBIX JeTei OOIBHBIE C CHHAPOMOM
Hayna cocrasisitor 10-12%. CooTHomieHne nonoB npu 3ToM 3aboneBanuu 1:1. Ha wactoty poskaeHus
0ONBHBIX ¢ cMHAPOMOM /JlayHa He BIUSIOT PacoBble, TeorpaduuecKue U MOMyJIIHUOHHBIE Pa3Indus MPH
CpaBHEHUU OJIMHAKOBOI'O BO3pacTa poauTesieil. HacTora poxxaeHUs AeTei ¢ cuHApoMoM JlayHa 3aBHCHUT
OT BO3pacTa MaTepy U B MEHBIIEH Mepe OT BO3pacTa OTLa.

[IpuanHoii BO3HMKHOBEHHUs Ooye3HM JlayHa SIBISIETCS MPOCTOE HEPaCXOXKIECHHWE XPOMOCOM B Meiiose.
Bxnan matepunckoro HepacxoxxaeHus coctasiseT oT 80 1o 90%, a oruosckoro - ot 10 mo 20%. Yem
CTapiie MaTh, TeM OOJbllle PUCK MosiBIeHHs pebeHka ¢ cuHiapomoMm Jlayna. Ecnm Bo3pact matepu
nocturaet 35-46 net, BepOsSTHOCTh POXKICHUSI OOJIBHOTO pedeHKa MOXeT BbIpacTh 10 4%. BepostHOCTh
MOBTOPHOT'O BO3HUKHOBEHMs cuHApoMa [layHa B ceMbe, Iie pOIUTEIN UMEIOT HOPMaJIbHbIE KapUOTHUIIBI,
He npesbimaet 1-2%.

Hurtorenernuyecku 6oJiesnb layna npencrasiaena 3 gopmamu:

- ipocTas (peryispHas) Tpucomus 1o 2 1-it xpomocome (94-95% ciydaes);

- TPaHCIIOKAIUA XPOMOCOMBI 21 00b14HO Ha XpoMocoMbl rpymmsl D u G (3-4%);
- mo3auniusM (1-2%).

Bonpmas gacte TpaHCIOKaIMil Mpy JaHHOM 3a00JI€BaHUM BO3HUKAIOT 3a cueT myTanuid de novo. OgHa
YETBEPTh BCEX CJIY4YacB TPAHCIOKAUMUNA HOCUT CEMEHHBIM XapakTep, MpU 3TOM IOBTOPHBIA PHUCK
nocturaer 15% W BO MHOTOM 3aBHCHUT OT THINA TPAHCIOKAIMM M OT TOr0, KTO W3 POAMTENEH HeceT
CUMMETPUYHYIO IlepecTpoiiky. Ecnu xe Haciemyemasi TpaHCIOKAIMsl MPEJCTABICHA COYETAHUEM IBYX
xpomocoM 21g21, To TOBTOPHBIN pUCK poskaeHus OompHOTo pederka 100%.

Ilpy MOJIEKYNSIPHO-TEHETHYECKUX HCCIEAOBAaHMAX YIaloch OOHAapYXUTh KPUTHYECKUH paiioH
XpoMocoMbl 21, KOTOpBI, MO MHEHHIO MHOTHUX HCCJIENOBaTeNieil, HECeT OTBETCTBEHHOCTh 32
¢denoTunuueckue nposieieHus Oone3nu [layna. [lomaraior, 4TO OCHOBHYIO DPOJIb B BO3HWKHOBEHUH
YMCTBEHHOH OTCTaJIOCTH IIpH 3TOM 3a00JIeBaHMM WrpaeT yBeNWYEHHas Jg03a TreHa (¢epMeHTa
CYyHEePOKCHITUCMYTA3bl, HAXOIAIIEIOCsS B paloHe JIIUHHOTO Tuieda XpoMocoMbl 21 (21g22). bonbHbie ¢
curapoMoM JlayHa OOBIYHO HEBBICOKOTO POCTa, OTJIMYAIOTCS claboyMHeM ¥ MHOT'OYHCICHHBIMU
¢usnueckumu nmopokaMu. OHM MMEIOT XapaKTEPHYIO BHEIIHOCTH M BO MHOTOM OY€Hb IOXOXH APYT Ha
npyra. Jluaraoctuka 3Tod OOJE3HM IUIsl aKyliepa W MeAuaTpa He MPEJCTaBIseT O0COOBIX 3aTpyTHEHUH
Jaxe y OOJBHBIX PA3TUUHBIX STHUYECKUX TPYTIIL.

XapakTepHble MPHU3HAKH: MBIIIEYHAs] THIOTOHMWS, YIUIOIIEHHOE JIMII0, MOHTOJIOMJIHBIA pa3pe3 TJias,
SMMKaHT, Opaxunedanus, KOPOTKM HOC C INUPOKOW TJIOCKOW TEPEeHOCULeH, MaleHbKUE
JIe(OpPMUPOBAHHBIC YIIHM, MOJIYOTKPBITHIH POT C BBICYHYTHIM YTOJIIEHHBIM OOPO3YaTBIM  SI3BIKOM.
OTMeuaroTcsi KaTtapakTel, MATHa bpymBmibaa (odyarn 0enoro 1Bera Ha IpaHHUIE HAPYKHOW M cpenHel
TPETH pasy>KKn), KOcoriasue, pa30oiTaHHOCTh CYCTaBOB.

[Ipu nepmatornuduyeckoM HcciIeqOBaHUM 4YacTO OOHapy)KMBaeTcs [UIMHHAs TONepevyHas CKiaaka Ha
nmajoHU (Tak Has3piBaeMas 00e3bsHbsS Ooposna). B oOmiel momymsmuy 3TOT TPHU3HAK BCTpedaeTcs
npudmm3uTensHo y 1%, B To Bpems kak npu cuaapome JlayHa ero gacrora nocturaet 40%. Kpome toro,
y OONBHBIX HAa MU3HMHIIE HMEETCS BCEro OJHA eANHCTBEeHHas ckianka (20-25%), koTopas JOBOJIBHO 4acTo
OBIBaCT CHMMETPUYIHOM Ha 00X pyKax.

OcoOeHHO YacTo y neteil ¢ OonesHbro JlayHa HaOMIOAAIOTCS MOPOKU CEPACYHO-COCYAUCTOH CHUCTEMBI:
nedexT MexoKeyIouKoBOM meperopoaxy, terpaga Pamio mwin He3apalieHHe apTepUabHOTO MPOTOKa,
MHOTIa OTMEYAIOTCS TOPOKH JKEIyJOYHO-KUIICYHOTO TpPaKTa, TOpa3[ 0 PEKe BCTPEUAIOTCS IOPOKU



pa3BUTHS TOYEK W MOYEBBIBOIANINX IyTeH. Y OOJMBHBIX ¢ cuHApoMoM JlayHa darie BO3HUKAIOT
WH(EKINOHHBIE U 3]I0Ka4eCTBEHHBIE 3a00JI€BaHuUs, UTO, IO-BUJUMOMY, CBSI3aHO C HECTAaOMIBHOCTBHIO U
c1a00CTHI0 UMMYHHOUM CHCTEMBI TIPU 3TOM 3a00JICBaHUY.

[lpu maTanoroaHaTOMHUYECKOM HCCJCIOBAaHUM pa3Mep M Macca Mo3ra OOJBHBIX H3-3a HEIOPa3BUTHUS
YMCHBIIIEHBI, CTBOJI MO3Ta M MO3KEUOK MAaJCHbKHE, OOpO37bl M W3BUJIMHBI Pa3BUTHl HE MOJHOCTHIO.
OnHUM W3 caMbIX BaKHBIX CHMIITOMOB Npu cuHapoMe JlayHa sBisercst oOlnee ICHXUYecKoe
HepopazsuTre. OMurohpeHns HaOIIOIAaeTCs OT JIETKUX JI0 TshKENbIX Gopm. Yaine Bcero y 3Tux OOJBHBIX
BCTpedaeTcst IMOETIFITEHOCTD (65-90%), 7e0UIBHOCTD U UANOTHS THATHOCTHPYIOTCS MIPUMEPHO B PABHOM
cOOTHOIICHUH. Ha mepBoM rofy *H3HH JETH C TaKUM 3a00JIEBaHUEM 3aMETHO OTCTAIOT B MOTOPHOM H
MICUXUYECKOM pa3BUTUU. OHH TM03KE HAYMHAIOT CUJACTh U XOJUTh, MX MBIl PE3KO THIIOTOHUYHEI,
0o0beM JBIDKCHHH B cycTaBax yBenuueH. OOydeHHEe BO BCIIOMOTATENBHBIX IMIKOJIAaX BO3MOXKHO, HO HE
BCE€TAa, MBICIUTCIIBHBIC MPOLECChI 3aTOPMOKCHBI, YUTAIOT W IMUIOYT OHU C TPYAOM, IEPCCKA3bIBAIOT
TONBKO TIO BOMNPOCaM, CAMOCTOSTEIBHBIH Tepecka3 BBI3BIBACT Yy HUX OOIBINIKE 3aTPyIHCHHS.
IMpoBeneHHbIE B TIOCNIEJHEE BpeMs HCCICAOBaHWA mnpu Oone3Hu JlayHa Tokazamw, 4TO y HHX
HaOJo1aeTes Oosiee paHHee pa3BUTHE 00JIC3HH AJIbIreiimepa.

3a mocnemHee BpeMsl MPOAOJDKHUTEIBHOCTh JKM3HHM OOJBHBIX C CHHAPOMOM JlayHa 3HAuYUTEIHHO
yBenuumiack. Eciu paHblie Takue OOJbHBIC YMUPAIU B pAHHEM JETCTBE OT Pa3UYHBIX WHPEKIIMOHHBIX
OonesHeit, To Teneppr oHM MokuBatoT M0 30 meT m Oonee. CHMKEHHE MPOIOIDKUTEIHHOCTH JKU3HH B
OCHOBHOM CBs3aHO CO CHMXXCHHUEM KJICTOYHOI'O U T'YMOPAJIbHOI'O UMMYHUTECTA; Y OOJILHBIX C CUHAPOMOM
Hayna napymarorcss npouecchl penapanuu JJHK, oHH moaBep:KeHbI NpeXIECBPEMEHHOMY CTapeHHIO,
CMEpTh YacTO HACTYIIAET OT CEPAECYHO-COCYIUCTON HEAOCTATOYHOCTH, HH(PEKIMH, psa OHKOJIOTHYECKUX
3a00JIeBaHU.

Jleuenue Oone3nu Jlayna wanod((hekTHBHO, B OCHOBHOM OHO cumnromarudeckoe. lllupoko
MPUMEHSETCS CTUMYJIHUPYIOIIas Tepamus. MeIUKONCHXOJOTHUYECKUe, MEIUKO-TIeIarOTHIECKUe W
nedeOHble MEPOTIPUATHS TO3BOJSIOT aJalTHPOBATh HEKOTOPHIX OONBHBIX K MOCHIBHOW TPYIOBOU
JIeATeITLHOCTH.

Huarno3 Oone3nu JlayHa mpoBOAWMTCS HAa OCHOBaHHMH TIIATEIHHOTO KIMHUYECKOTO OOCIETOBAHHUA U
0043aTeIbHOTO ITUTOTCHETHYECKOTO aHanu3a. Eciu oauH H3  pojauTenell sBIAETCS HOCHUTENIEM
cOaaHCHPOBAaHHON TPAHCIIOKAIMM C BOBIeYEeHHWEM 21-i XpOMOCOMBI, TO TIpHU IUIAHHUPOBAHUHU
JACTOPOXKACHUA B TaKkoOM ceMbe HCO6XOI{I/IMO IMPOBOAUTE AOPOAOBYIO AMArHOCTHUKY, OCHOBAHHYIO Ha
[IUTOTEHETUYECKOM W YJIBTPa3BYKOBOM OOCIeZOBaHUM IuioAa. Kpome TOro, AOPOAOBYIO TUATHOCTUKY
TUI0Ja 1ENIeCO00pa3HO MPOBOIUTE M Y JKEHIIMH cTapiie 35 JIeT u3-32 MOBBIIICHHOTO PUCKA POXICHUS
nereit ¢ cunapomom [layHa.

Cunapom Ilaray

Cunnpom Ilaray (curmpom Tpucommu 13-if Xpomocowmbl) BriepBeie Obul ommcaH B 1960 r. Yacrora
BCTPEYaEeMOCTH 3TOTro cuHapoMa B momyisiiun - 1:6000-1:13 000 poxneHuii; cooTHoIIeHHe MoyIoB 1:1.
Kak u npu 6onesnu ayna, netu ¢ cunapomom Ilatay gamie poskaaroTcsi y MaTepeil crapiiuero Bo3pacra;
CpeHMM BO3pacT marteped, poAMBIIMX JeTed ¢ Tpucommen 13, okomo 33 ner, otuoB - 34 roja.
[uToreHeTryeckl 3TOT CHHAPOM TIPEJCTABICH JBYMS BapHaHTAMH: MPOCTOM TPUCOMHUEH U
TpaHCJIOKalMOHHOM Gopmoii. B ocHoBe cunapoma Ilatay nexxuT HepacxokaAeHHE XPOMOCOM B Meio3e y
OJTHOTO W3 pojauTeneil (B OCHOBHOM y marepu) mo 13-ii mape xpomocoM. B kapuotumne 6oabHOTO
HaOmogaeTess 47 XpOMOCOM € JIMIIHEH XpomocoMoil 13. DTOT BapMaHT BCTpedaeTcs y OOJIBHBIX C
yactoToi oT 80 m0 85%; ocranbHble 15-20% mpencTaBieHbl TpaHCIOKALIMOHHBIMU BapuaHTamu. Ilpu
TPAHCJIOKAIIMOHHOH (OopME B KapHOTUIC OOJBHOIO HMeeTcs 46 XpoMOCOM. YMCHBIIECHHE YHCIIA
XPOMOCOM HPOHCXOJAUT Yallle BCETO B Pe3yNbTaTe CIUSHHS IBYX XPOMOCOM rpymibsl D miam xpomocom
rpymmt D u G. Pexe oOHapyXHBaroTCS W IpPYrde MHUTOTCHETHYECKHE BapHaHTHI (HM30XpPOMOCOMA,



MO3auIU3M U JApyrue Tpanciokaiuu). Ciemayer 3aMeTUTh, YTO CPEAHHUN BO3pAacT Marepei, poJMBIIHX
nerelt ¢ Tpanciaokarmeit xpomocom D/D, He mpeBbITIaeT 25 JeT.

[Ipu poxxaenuu y mereil ¢ cunzpomomM Ilatay oTmedaercs: mpeHaTanbHas THIOIUIA3UA (Macca Tena He
npeBbImaetT 2,5 Kr); 6epeMEeHHOCTb OCIIOXKHSIETCs MHOToBoAMEeM (BcTpedaercs 10 50%). Buemnmii Bug
OonpHBIX ¢ cuHApoMmoM llartay Beckma cmeuuduuen. KnuHuyecknm oTMmevaeTcsl pe3Kas yMCTBEHHas
OTCTaJIOCTh, BRIpAKEHHAs MHUKpouedanus, Tpuronounedaius, HENPaBUIbHO CHOPMHUPOBAHHBIE U HU3KO
pacIoioKeHHbIE YIIM, aHOMAaJHH TJa3HOTo 50J0Ka (MUKPOPTATBbMHUS U aHO(TAIbM), THIIEPTEIOPHU3M,
KoJI0OOMa pafyXKKH, IIOMyTHEHHE XPYCTalMKa, OJHOWJIN [IByCTOPOHHee He3apalieHue ryOpl u HEOa,
NOJHUIAKTHINS, IOBBILIEHHAas TI'MOKOCTh CYCTaBOB, BpOXKACHHBIC IIOPOKM BHYTPEHHHUX OpPraHOB
(kapauoBacKyIApHOH W MOYEBOH CHCTEM, >KEIyJO0YHO-KUIIEYHOTO TpakTa), 4acTO HaOII0Aal0TCs
cynoporu. M3 npyrux KIMHHYECKHX CHUMITOMOB CIEAYeT OTMETHTh '€MaHTMOMBI Ha KOXE JIMIa U PYK,
¢nexcopHylo AedopMalHio MAIbLEB KUCTH, Ne(OPMALIUIO CTOIMbI, IMYIIOYHBIE U MTaXxOBO-MOIIOHOYHEIE
TPBIKH, KPUIITOPXU3M, IIIyXoTy. I myxora y GonbHBEIX ¢ Tpucomuen 13 Bcrpeuaercs B 80-85% ciyuaes.
Yare Bcero M3MEHEHHUS OTPaHUYEHBI CPEAHNUM U HIDKHEH 4aCThiO BHYTPEHHETO yXa.

ITpy maTanoroaHaTOMUYECKOM HCCIIC/IOBAHUM BBISBISIOTCS MHOMXCCTBEHHBIC BHCIIHHEC W BHYTPCHHUC
YPOJCTBA MPAKTUYECKH BCEX OPTraHOB U CHCTeM. Macca Mo3ra yMeHbIIIEHa, YaCTO OTCYTCTBYET MEPEaHUI
MO3T; HaOMOATC Ae(DEKThI MEHOKEITYJOYKOBOH M MEKIIPEICEPIHON MEeperopoioK, KaMephl cepana
pacuripenbl. OTMeYaeTcsi aHOMaNHs TI0YeK, MOYETOUYHHKOB.

M3 Bcex mepedmciIeHHbIX aHOMAJIMK BeTyIIMMH, OCHOBHBIMHU NpH3HaKaMu cuHapoma [laray sBisroTcst
paciiennHa BepxHed ryObl W HEOA, MONMMIAKTWIHAA (YacTO IBYCTOPOHHSS) M TIyOOKHE MOpPaKCHUS
LIEHTPAJIbHONH HEPBHOW CHUCTEMBI; B PsIJIC CIyYacB OTMEUAIOTCS JOCTATOYHO IPyObIe MMOPOKH - IIUKJIOMHS,
sTMotedanus, edornedanus u 1p.

Ha ocHOBaHWM KIMHWYECKUX, JEpPMATOTIH(PHUUECKHX W MaTajJoroaHaTOMHYECKUX JaHHBIX JIHarHo3
MOCTaBUTh HeCJ0XHO. OKOHYATENbHO OH MOATBEP)KIAETCS LUTOreHeTHdyeckd. JuddepeHnmanbHyro
JTUATHOCTHKY CIIEZyeT MPOBOAUTH C BPOXKIEHHBIMU MOPOKaMH pa3BUTHs (cHHApOMBI Mekkens, Mopa,
TpuroHouedanuss Onuna). Cnemyer OTMETUTh KpailHE BakHOE JJIsl  TNPAKTHYECKOTO  Bpaua
O0OCTOSITENBCTBO - TPHUCOMHBIE M TpPAHCIOKAaUMOHHBIE (opMbl cuHIpoMma llatay Mo KIMHHYECKUM
MpU3HAKaM HEOTIIMYUMBI JPyT OT ApYyra, MO3TOMY IIMTOT€HETHYECKOEe HCCIeOBaHUE y OOJIbHBIX IS
IuQQepeHInanbHON THarHOCTUKH 3TUX (opM oOsa3arenbHo. IIpy  TpaHCIIOKalMOHHOM BapUaHTE
TprcOMUH 13 BEpOSATHOCTH MOBTOPHOTO POXKIECHUS aHOMAJILHOTO MOTOMCTBA BBICOKA, @ MPH TPUCOMHOM
BapHaHTe OHA, BEPOSITHO, HE MPEBBIIIACT aHAIOTMYHBIX MMOKa3aTeneil npu 6oneznn Jayna (1-2%).

IIporno3 npu curapome Ilatay HeOmaronpusaTeH, MPOAOIDKUTENEHOCTD )KU3HH PEIKO MPEeBBIIaeT 1 rom,
JIETU YMHUPAIOT OT TSKEIIBIX IOPOKOB Pa3BUTHUs, HECOBMECTUMBIX C )KU3HBIO.

YcnenrHeix METOOO0B JICYCHUS HET.
Cunapom JaBapaca

Cunzapom DnBapaca onmcad B 1960 r. Yacrorta ero cpenn HOBOpOKAECHHBIX Kojebuercst ot 1 Ha 7000 mo
1 ma 10 000 gerteii; qeBOYKH TOpaXKarOTCA B 3 pa3a dare, 9eM MaJb9uKd. Tak jke Kak U MPU CHHIPOMAX
Hayna u Ilaray, umeercss yeTKasl 3aBUCUMOCTb YacTOTHI POXIAEMOCTH JETE€H C 3THM CHHIPOMOM OT
BO3pacTa MaTepH, HO 3Ta 3aBUCUMOCTh MEHee BhIpaxkeHa. PUCK poanTh 00JIBHOr0 peOeHKa He IPEBBIIIAET
0,8%. LluToreneTn4ecku CHHAPOM DABapca MPEACTaBICH MPOCTOH TprcoMueit xpomocomsl 18 (90%), B
10% cny4yaeB HaOmomaeTcsi MO3aUIM3M, KOTOPBIA BCTpEeYaeTCsl 3HAYUTENHLHO Yalle y JeBOYEK, YeM Y
MaJIBYUKOB: BEPOATHEE BCEr0, 3TO CBA3aHO ¢ OO0JIbILEH XKU3HECTONKOCTHIO )KEHCKOI'O OPraHu3Ma.

BonpHBIe AeTM YacTO POXKAAOTCS HEJOHOIICHHBIMH WM TEPSHONICHHBIMH, OTMedYaloTcs criabas
aKTHBHOCTPH IIIOJIa, MHOTOBOAME. JIeTH 4acTo poXAaroTcs B acpukcuu, ¢ HuU3KoM Maccoi tenma (2200-



2400) u pe3koii rumoTpodueii. Uepen MalleHbKUH, COOKY CHIaBJieH, 3aThUIOYHAS YacTh BBITSIHYTA, JIOO
MaJICHbKHH, YIIH PacHOJIOXKEHBl HU3KO M MX (popMa MOYTH BCeria aHOMallbHasd, TIIa3HbIe MIETH y3KHe,
HAOJIOJAIOTCS TUIIEPTEIOPHU3M, SIUKAHT, NTO3, YacThl KOJIOOOMBI, MHKPO(PTAIbLMUS, KaTapakTa, POT
MaJICHBKHH, BBICOKOE HEOO, mHOTAA ¢ pacmienuHoi. [lless kopoTkas, HHOTAA ¢ KPBUIOBHIHON CKJIAIKOM,
KOPOTKasi TpyJIHas KJICTKa, CEpISYHBI rop0. XapakTepHO pACIOIOXKCHHE MaNbIICB KUCTEH - OHU
COTHYTHI. BTOpoii masner| nepekphiBacT TPETHH, OCTANBHBIC UCKPUBIICHBI. THUITMYHA OpMa CTOITHI B BHJIE
«kagankm» (80%), dacto Habmromaercs KocoyamnocTh. I[lOCTOSHHBI TIOPOKH —CepAra, IOYeK,
nunieBapuTensHoro tpakta. ¥ 100% OOJbHBIX OTMEYACTCS CHYDKCHHBIM MHTEIUICKT, YacTO WIUOTHS U
UMOETIMIIFHOCTD, peXe AeOMIBHOCTh. Bo Bcex ciydasx HaOoqaeTcss HapyImIeHHE Pa3BHTHS TOJOBHOTO
MO3ra.

Jepmarornmupuyeckass KapTuHa TUIIMYHA: HA KOHYMKAX HaJblEB PyK NPeoOIafaroT OyT'H WM IJIOCKUE
neTnu (pexe), B pe3ysbTare uero oOIuii TpeOHeBON cUeT 4Ype3BblYaitHO HU3KWA. YacTo Habmomaercs
MOTIEpeYHas CKJIaAKa JaJOHH.

Hurorenernyecku y 80% O0JbHBIX 00HAPYKMBAIOTCS TPUCOMUS 10 Xpomocome 18, y 10% - Mo3auiusm;
B OCTAJTLHBIX CIyYasiX UMEIOTCS IPYTHE XPOMOCOMHBIC HApyIICHHS.

HduddepennnanpHasi JTMarHOCTUKA OYESHB CIIOXKHA.

L[I/ITOFGHGTI/I‘ICCKOG HCCJICAOBAHUC JOJDKHO NPOBOAUTLECS BO BCEX ClIydadX MJIA MOATBCPKACHUA JUAarHO3a
W OIpeNeNieHusT PHUCKa POXICHUs OyAymero moToMcrBa. KiMHUYECKHE TMPOSBICHUS TPU CHHAPOME
DnBapca ropasno Tsokenee, yeM npu cuaapome [ayna. [IpomomkuTensHOCT )XU3HE Yaie He Oomee 6
Mec, b 50% nereil JoKUBAIOT A0 2-MecAYHOro Bo3pacTa, okoio 10% kuByT 1 rox; HEKOTOpbIe AETH
noxwusarot 10 10 net. [Ipuunna cMepTu: cepaedHasl HEAOCTaTOYHOCTh MIIM MH(PEKIMOHHbIE 3a001€BaHUsl.

CHH}]pOMLI YaCTHYIHBIX aneyrmommﬁ

IIpu Bcex XpOMOCOMHBIX MyTalMsIX (IENELUsAX, HMHBEPCUIX, AYIUINKALNAX, HHCEPIUIX, TPAHCIOKAIIHIX)
BO3HUKAIOT Pa3IMYHbIE XPOMOCOMHBIE aHOMAIUU. bosbIast 4acTh YaCTUYHBIX aHEYTIOUANH (JacToTa X
coctaBisier 4% o0cnenoBaHHBIX OEPEeMEHHOCTEH) He MOBTOPSIIOT (JEHOTHI IOJHBIX TPUCOMHH H
MOHOCOMHH. VX MOKHO OTHECTH K CaMOCTOSITEIIbHBIM HO30JIOTHUECKUM (opMaM. YacTH4Has TPUCOMHUS,
YacTUYHAsT MOHOCOMHSI WJIM MX COYETaHWE OOBIYHO BBI3BIBAIOT HAPYIICHHWE WHTEJUIEKTAa, CKEJIETHBIE
AHOMAJIMM M IIOPOKU BHYTPEHHUX M HAPY>KHBIX OPraHoB M cucteM. Ho He BCe XpOMOCOMHBIE MyTalMH
NPUBOJIAT K XPOMOCOMHBIM 3a0oJieBaHUsIM. VMeeTcst 4acTh JIIOJIei, KOTOpBIE SIBISIOTCS HOCHTEISIMH
cOaJaHCUPOBAHHBIX TPAHCIIOKALMKA U KOTOPBIE BHELIHE ITPAKTUYECKU 3J0POBEL. TeM He MeHee cpeu HUX
OTMeYaeTcs MOHMKEHHas (epTHIILHOCTh, CHOHTAHHBIE abOpPTHI, POXKIAEHUE TOTOMCTBA C Pa3IUYHBIMH
AHOMAJIUSIMHU.

Cunapom BoJbda-XupuxopH

CunzipoMm BroepBbie Obul ommcaH B 1965 r. lluToreHeTwueckH OH OOYCIIOBIIEH YaCTHYHOHW yTpaToif
KOPOTKOTO Tuteda XpoMocomsl 4 (okoso 80% Bcex aHOMamuil), MpHYeM KPUTHIECKUM PAiOHOM SIBIISIETCS
4p16 (TepsieTcs MOIOBUHA KOPOTKOTO IIJIeya).

YacroTa BcTpewaemMocTy B nomyssanuu: 1 cioydait Ha 100 000; cootHomenue mosoB 1:1. Cpennsasa macca
Tena mpu poxiaeHur Huskas - He Oonmee 2000 rp. IlocTHaranpHOe pa3BuTHME OYEHb MeajieHHOe. Bce
0OJIbHBIE UMEIOT TITYOOKYI0 YMCTBEHHYIO OTCTaJOCTh. Y OOJIBHBIX JETeH HAOIIOMAIOTCS MUKpOIIChaTHs,
ACUMMETPUYHBIN Yepell, TUIIEPTEI0PU3M, SIUKAHT, KOCO PACTIONOKEHHBIE TTIa3HbIE MU, [ITO3, HUCTAarM,
Kojoboma pamyXku. OTMedaeTcss HeOOIBIIOW POT C OINYIICHHBIMH yTIaMH, PACIICIUHBI BEpXHEH T'yOBI
n/unu HEOA, TEMaHTMOMBI KOXXH HEOOJBIINX Pa3MepoB B 00JACTH JIMIA. YIIHBIE PAaKOBUHBI KPYIIHBIC,
HHU3KO PACIOJNIOKEHHBIE, HEPEOKO OTTONBIPEHHBIC, IIesi KOPOTKas M TOHKas, TYJIOBHILE BBITSHYTOE,
KOHEYHOCTH TOHKHE, C SIMKAMM Ha JIOKTSX M KOJIEHAX, IaJbllbl JJIMHHbBIE, TOHKHE C 3a0CTPEHHBIMH



KOHI]AMH W Y3KHMH BBITYKIBIMHA HOTTSIMH. 3 BHYTpEHHHX OpPraHOB Hallle BCETO MOPAKAIOTCS CepAle U
MOYKH, Y MATBYUKOB HAOIIOJAIOTCS THITOCTIAIUS U KPUNITOPXHI3M. I IpOTOMIKUTEIFHOCTE KU3HHU Y IETe ¢
CHUHAPOMOM 4p- PE3KO CHIDKEHA; OOJNBIIMHCTBO U3 HUX HE J0XHBAKOT 10 1 roma. s yrouHeHus
IuarHo3a OONBHOTO W OMpefeNieHus] pucka OYAyIIero MOTOMCTBA B O0s3aTENIbHOM IMOPSIKE MOKa3aHO
[UTOTCHETUYECKOE 00CIIeIOBaHNE.

CHHAPOM «KOIIAYbero KpUKa»

CuHIpOM «KOIIA4Yhero Kpuka» BHepBble ommcan JIx. JlexxeH ¢ coaBropamu B 1963 1. y 3 nmeteii c
MHO>KECTBEHHBIMU aHOMAJHSMH, TITyOOKOW YMCTBEHHOU OTCTAIOCTHIO W XapaKTEePHBIM TUIadeM, KOTOPBIH
HANlOMUHAJ KoINauumid Kpuk. lluToreHeTMdeckn y BceX OOJBHBIX OOHAPYKUBACTCS YKOPOUCHUE
MPUOIM3UTEILHO Ha TPETh M 0oJiee KOPOTKOrO IUIeYa OJHOTO M3 TOMOJOIOB 5-if Xpomocombl. B
KOPOTKOM TuIe4Ye HaxomuTcs ydacTok (15,1-15,2), KOTOphIii HETOCPEACTBEHHO BhI3BIBACT PAa3BUTHE ITOTO
cunapoma. Kpome 0OBIUHOM JeNIeIK, XPOMOCOMHAs MEPECTPOKA MOKET OBbITh TMPEACTABIICHA APYTUMHU
BapHaHTaMU (KOJbIIEBas XpOMOCOMa, TPAHCIOKAIIWS, MO3anII3M 1o Jenerun). Okono 85% Bcex cirydaeB
CHHIIPOMa «KOIIAYhEeTO KPHKa» SBISIOTCS criopaandeckumu, 15% Hacnenytorcss oT (QpEeHOTHIHYECKH
HOPMAJBHBIX POAUTENeH - HOCUTeNel cOaJaHCHPOBAaHHBIX MEPECTPOEK. DTOT CHHAPOM BCTpEYAETCS
ropaszo yarie JAPYruX CHHIPOMOB, CBA3aHHBIX C JICICIHHUSIMU ayTOCOM; 4acTOTa €ro mpuMepHo - 1 Ha 45
ThIC.

KnvHn4eckd CHHAPOM «KOIIAYbEro KpUKa» O4YeHb mHoiuMopdeH. Koppensuuio Mexmy BeTHMYHHON
JIeNIEINN XpOMOCOMHOTO MaTepHalla W KIMHWUYECKHMH CHMITOMaMH YCTaHOBHTH BeCbMa TPyAHO. bes
CBOECOOPAa3HOr0 KpHWKa Yy OOJBHOIO HAAEXKHBI [AWArHo3 A0 LUTOTEHETHYECKOro HCCIeIOBAHMS
YCTaHOBUTH HEBO3MOXHO, TaK KaK OOJBIIMHCTBO KIMHMYECKMX CHMIITOMOB 3TOW OOJIE3HM BCTpeUaeTcs U
IPU JPYTHX XPOMOCOMHBIX AHOMAJIMAX. B THNHYHBIX choydasx y J€Tel ¢ CHHAPOMOM «KOIIAYbEro
KpHKa» KIMHUYECKH OTMEYAIOT KPYTJIOE JIMLO C THIIEPTEIOPU3MOM, aHTUMOHT OJIOU/IHBIE TJIA3HBIE LIENH,
KOCOTJIa3ue, SMUKAHT, YMEHBIIEHHBIH 0A00pOJIOK, MIIOCKYI0 CIIMHKY HOCa, 1e()OPMHPOBAHHBIE U HU3KO
pacrlojOXKEHHbIE  YIIW, KOPOTKYH IIECK0, HIDKHIOK CHHAAKTHINIO, YKOPOYEHHBIE  MaJbIbI,
KIIMHOJIAaKTUIINIO, BPOJXKACHHBIE TMOPOKH Ceplilla M TMOJOBBIX OPraHOB, aHOMAJHMH IMOYEK, aTpPOQHIO
3pUTENBHOTO HepBa. C BO3pacTOM HEKOTOPHIE KIMHUYECKHE NMPHU3HAKK MOCTENIEHHO MCYE3AI0T U CPENr
HUX «KOIIAYMH KpPUK», JyYHOOOpa3HOE JIMII0, MBIIIEYHAss TUIOTOHUS. B TO ke BpeMsi HapacTaroT
OTCTaBaHWE YMCTBEHHOTO M (PU3UYECKOTO PA3BUTHsI, KOCOTIIa31e, MUKpOLe(ausl.

HpI/I maTajJoroaHaTOMUYCCKOM HCCICAOBAHUN HAXOAAT MHUKPOTMPUIO MW THUIOIIJIA3UI0 MO3XKCEYKA,
YMEHBIIICHHBIN MO3T, PaCHIMPEHHBIC KETYJOYKH MO3ra, THIOIIIA3HI0 JIOOHBIX J0JIeH, apruHIHIIe(ATHIO,
pa3iuyHbIe TOPOKH  CEpAlla, AaHOMAJIWU IIOYeK, KPUITOPXWU3M, 3K30()TambM, TE€MaHTHOMBIL
HpOJIOIDKI/ITeHBHOCTB KHU3HN 6OJ'IBHI)IX C JaHHBIM CHHAPOMOM 3aBHUCHUT OT TAKECTU BPOXKIACHHBIX
MTOPOKOB Pa3BHUTHsL; OOJBIIMHCTBO U3 HUX YMUPAET PaHO, HEKOTOpEIEe T0KuBaroT 1o 10-ieTHero Bo3pacra
u 6onee (okoio 14%).

Jleuenus Het (MaIMaTUBHAS TEPaINs).

Bo Bcex ciydasix Ans yTO4HEHHs JuarHo3a y OOJBHOTO M pacdeTa pHcKa MPOrHO3a MOTOMCTBA B CEMbE
MOKa3aHO UTOTEHETHYECKOe OOCIeIOBaHNE, TaK KaK CPeu HEKOTOPBIX ceMel HaOII0AaloTCsl HOCUTENN
cOaJaHCUPOBAHHBIX TPAHCIIOKAMKA. B KIMHMYECKOH MNpakTHKEe BCTPEYAIOTCS W JIPYTHE YacTHYHbBIC
aHeyronauu (TpUCOMHUM, MOHOocomum): 9p+;1q+;18p-; 18q-; 21q-; 22Q-; nmenenuu KOPOTKUX IIeY
aKpoleHTpHYeCKuX XxpomocoM (13-15; 21-22) mpakTHUeCKH HE HMEIOT KaKHX-JTH0O KIMHUYECKUX
nposBieHnid. bonee mompoOHyro mHpOpMannio 00 3THX M IPYTHX XPOMOCOMHBIX aHOMAIHMAX MOXKHO
y3HaTh 13 MoHorpaduu C.I". Bopcanosoii u np. (2006).
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