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CTpyKTypa nocobus

FeHOMHble 60ne3Hun

AyTOCOMHbIe YmMcroBble aHOMaInm

<& CuHgpoMm JayHa

<& CuHppom lMatay

<& CuHOpoM 3aBapAaca

[OHOCOMHbIE UNCMOBbIE aHOMANMK

<& CuHppom KnanHbensTtepa

<& CuHppom LWepelueBckoro-TepHepa

<& Oucomumga no Y-xpoMocome

<& TprcomMma no X-xpoMocome

XpOMOCOMHble 60ne3Hu
CbanaHcMpoBaHHble XPOMOCOMHble abeppaLunm
<& [epuBaTHble XPOMOCOMbI

& PobepTCOHOBCKME TpaHCcnoKaumm
HecbanaHcKMpoBaHHblIe XPOMOCOMHble abeppalim
<& CuHApom Bonbda-XuplixopHa

& CuHapoMm JlexxeHa

MUcTopunsa OTKPbITUSA XPOMOCOMHbIX 3a6oneBaHuUmn

McTopmna  U3yYeHUa XPOMOCOMHbIX ©Gone3Hen, 06yCnoBneHHbIX
HapyLeHMeM Yucna Unm CTPYKTYypPbl XPOMOCOM, Ha CerogHALIHMIN
OeHb HacuyMTbIBAeT YKe He ofHo cronetue. KnuHudeckme
NPW3HaKN CUHAOPOMA, XapaKTepU3yloLWerocs KpyribiM 1 MIOCKUM
NULIOM, LUMPOKOM MEepeHOCULEN, SMUKAHTOM, Y3KUMU TMa3HbIMU
LensaMu, NoAHbIMU ry6aMu, ManeHbKUM PTOM W MaKporsoccuen,
BrepBble OblNM YNOMAHYTbl B Tpydax >aHa 3TbeHa [JoOMWHMKa
Sckuponsa un dayapaa CereHa B 1838 w1 1844 . COOTBETCTBEHHO,
a nosgHee peTanbHO onMcaHbl [KOHOM JlaHrgoHoMm [dayHowm
B 1866 r. 3TMONOrMa [AaHHOrMO CUHAPOMAa OCTaBanaCb HeACHOM
BMNoTb Ao 1959 r, korgoa dpaHLy3CKMI reHeTUK XKepoM JlexkeH
coenan NpearnonoXeHne o ToM, YTo “edUMHCTBEHHbBIM OObsSICHEHMEM
MOYKET ObITb HanuumMe y MauMeHTOB XPOMOCOMHOMO HapylueHus,
3aTparmpatollero 6osbLLoe Ymncno reHoB”. MccneqoBaHUsa KynbTyp
KNEeTOoK, MONY4YEHHbIX OT AeTen ¢ CUHAPOMOM [ayHa, NMo3BoNUAnN eMy
[O0Ka3aTb HalMuMe y OaHHbIX MaLWMEHTOB XPOMOCOMHOM aHOManmm
— B WX KNeTkax 6blsia obHapy)keHa 4ononHuTenbHaa xpomMocoma 21,
COCTOSIHUE, Ha3BaHHOE MO3Xe TPUCOMUEN.

Bckope nocne onucaHWsa NaLUMeHToB € TpucomMuen 21 nosaBuInCh
COOOLWEHNA O pPOXAEHUW [eTelt C  HapylweHUaMu yucna
MOMOBbIX XPOMOCOM, B YaCTHOCTU C KapuoTunamm 45X; 47XXY
n 47XXX. B 1960 r. B >kypHane Lancet Obina ony6nnkoBaHa
cTaTbsd C KAMHUYECKMM OMMCaHMEM [OeBOYKM C BPOXKOEHHbIMU
aHOManMaMM pPasBUTUA W OOMOMHUTENbHOW XpoMocomowm 13.

FeHHble 60n1e3Hn

BonesHn kposm

BonesHun obmMeHa BellecCTB

<& MykoBucumaos

< AMUHoOaumgonaTnm

bonesHun ckeneta n COG,D,I/IHVITeJ'IbHOl;I TKaHW
<& Owucnnasmva coeauHUTENbHOM TKaHM

<& TunodocdateMmyecKnit paxmT
HepBHO—MbILLIeLIHbIe 60Me3Hn

<& MuoToHMYecKada ancTpodbua
fodpmaHa-Pocconumo-LUTtenHepa-battoHa

¢ CnuHanbHasa MbllleyHasa atpoodua
MynbTudakTopHble 6one3Hn n BMP
[edekTbl 3apalleHna HepBHOM TPYOKM
3M6pl/IOHOI'IaTI/I§| no Tmny cnpeHomMennm
Omdanouene

fononpoaHuedanusa

BapwaHTbl NaTONorM4yeckom 3agep>KKM pocTa

[ R R * R O R

leHeTVKa YMCTBEH HOWM OTCTanocTm

w [11,16]

B TOM >ke HOoMepe »ypHana 6bina onybnukosBaHa cTaTbha [XKOHa
SOBapaca ¢ KonneramMmm o AeBodke ¢ TPMCOMMEN Mo XpoMocome 18,
06Hapy»KeHHOoWM npwm KyNBTUBUPOBaHNM KNneTok KOMM

M MbIlWL NAaUMEeHTKN.

Knayc MaTay ¢ Konneramu nonaranu, YTo BCKOPE MOXHO OXMAaTb
nosBMeHUs rpynnbl  “CUHAPOMOB TPUCOMUM MO ayTocoMam”,
B KOTOPYIO BOMAYT 22 HO30M0MMU C YHUKANbHbIMU KINHUYECKUMU
nposaBneHnamMm. OgHakKo AaHHoe MPeanonoXKeHMe He HalLIo CBOero
noaTBepP>KAeHUA B ByayLieMm.

B nocnepytouwme rogbl Bce 6Gonblie MHbOpMaLMKM MOaBAANOCH
O  XPOMOCOMHbIX
XPOMOCOMbI, @ TOMbKO HEKOTOPble WX CErMeHTbl. Tak, Hanpumep,
B 1961 1 1963 rIT. MOSBMNUCL MepBble MyBnmMKauuM O MauueHTax
C OgeneumaMm Ha KOPOTKMX Miedax XPOMOCOM rpynmbl B, koTopble

MyTaumax, 3aTparmBaroLLLnNX He Lenble

B CWNy OTCYTCTBMS MeTofoB AnddepeHUManbHoOM  OKpacku
XPOMOCOM He MOMM 6biTb YETKO UAEHTUULMPOBaHbL. Pasnuyne
KMUMHUYECKUX MPOABAEHUN MEepecTPoOrKM Yy AaHHbIX MNauuMeHToB
HaTanKMBano Y4YeHblX Ha MbiCfb, 4YTO abeppauun MpomsoLnmn
Ha pa3HbIX XPOMOCOMaX, TO €CTb Ha XPOMOCOME 4 U Ha XpoMocome 5.
HanbHenwmne nccnefoBaHMs M aHamm3 NepBOHaYaibHO ONMCAHHbIX
crnyYaeB [oKasanu Hanuyue y [[aHHbIX MauWeHToB cuHApoMa
Bonbda-XmMpLLIXOpPHa 1 CUMHAPOMa KOoLlaybero Kpmka.



[1.2,6,22]

YUucnosblie XpOMOCOMHbIE aHOManum (XA)

—

. PerynapHbie uncnosbie XA: 3. Mo3auumsm (46,XX/47,XX,+21):
A. Monunnongnm (3n=69; 4n=92) O anddysHbIn

B. AHaynnongnm (aHeynaongmm): ¢ TKaHesoM

<& MoHocomum (45,X) <& roHagHbIn

& TpucoMmu (+21;+13;+18;+8;+9;+22; XXX; XXY; XYY) ¢ MnaueHTapHbIA
< MonmncoMmm (XXXY; XXYY; XXXX; XXXYY; XXXXY; XXXXX) 4., OnHoponMTen bCKMUe pmcomumnm:
2. Xumepwusm (46,XX / 46,XY) ¢ uacTndHas

<& nonHasa (Msogmcommd, retepogmcomms) 46,XX, UPD(15)mat

v [1,2,1]

Mytn 06pa3OBa|-|m| nonumnaonamm

Mpu TpUnaonanax BO3MOXKHbI: Mpu TeTpanaonanax BO3MOXKHbI:

¢ Omanppus: onnoaoTBOpPeHUe ALEeKIeTKM ¢ BnoK BepeTeHa AefeHus MUTo3a:

cnepmaTtosongamMm ¢ HepedyLnpoBaHHbIM 2n Habop yABanBaeTCa NPU HEPaCXOXAEHMM

2N XPOMOCOMHbIM HaBoPOM B aHadase 1 ocTaétca B ogHoM agpe (92,XXXX)
< OMreHms: NULWLHWIA TN reHOM MOMAPHOro TenbLia ¢ SHAOMMUTO3: LIUTOKMHES HE 3aBepLLEH,

B AMLekneTke — 6ok Menosa I unu menosa II (Yaule) nponCxoAnT sHAopeaynankaums AHK (92,XXYY)

w [1,2,11,22]

MyTn o6pa3oBaHMNAa aHeynonammn

CxeMaTuyHoe M306pa)KEHMe HepacxoXxxxaeHuda 1. Hepacxo»(n.el-wle XpoMOCOM
oaAHOMU Napbl XpOMOCOM B MeNo3e I o  nepanuHoe:

B pesynbraTte crIMAHUA aHOMarlbHOM raMeTbl C HOPMaribHOM raMeTomn - npocToe

06pasytoTca 3UTOTbl C TPUCOMMEN (3UroTa 1) I MOHOCOMMEN (31roTa 2) (HapyLLeHMe Mei103a Y OAHOro poauTens)

Mo AaHHOM XPOMOCOMeE. N
- OBOMHOE

B OOreHese 1 cnepmartoreHese),
- mocnepoBatenbHoe

(HepacxoxpaeHue B Menose | 1 menosze Il

OO HOW U TOM e Mapbl XPOMOCOM);

O BTOPUYHOE!
I MeloTUUYECKOoe AeNneHune

MeWno3 y TPMCOMMKA.
n2c yTe

2. AHada3Hoe oTcTaBaHue
(3anasabiBaHUEe XPOMOCOM)

N3-3a Hel'lpaBl/IJ'IbHOI;I opUeHTauMm XpOMOCOM

II MeMOTUYECKOe fefieHue

c B AlLleKneTke 06pa3ytoTca MUKpoaapa
n
1 Npu NocnenyoLwmx geneHmax
+nC XPOMOCOMbI TEPAIOTCA.

ueHTpoMmep B Menose I

XPOMOCOMHbI Habop BO BTOPOM

3auroral 3urora 2 nongpHoOM TenbLe ByaeT onpenenarsca

(HapyweHme Menosa y oboux poguTenemn

3. NpexxaeBpeMeHHoOe pa3saerieHune

Tpucomma MOHOCOMUS cny4anHon KoMBKMHaLMe OMHOYHbIX XpoMaTna,.



~ [1,2,22]

JleTannbHOCTb reHOMHbIX MyTaLlUU
BapuaHT dopmyna [lMpumep KoMMeHTapumn
69,XYY — neTanbHbl;
Tpunnongnsa 3n 69, XXX 69,XXX, 69,XXY — MoryT 6blTb COBMECTUMBI
C BHYTPUYTPO6GHbBIM Pa3BUTUEM U KNBOPOXKAEHMEM
TeTpaniongma, Kak NPaBuIo, NeTanbHa;
92 XXYY
TeTpannouaomsa 4n 99 XXX OMMcaHbl TONbKO Y CMOHTaHHbIX abOPTYCOB;
' MO3aUKU (2N/4N) MU3HECNOCOBHbI (92,XXXX/46,XX)
Hynnmncomuma 2n-2 44 JleTanbHbl, HE MPOUCXOAUT PA3BUTUSA
MoHocomua 2n-1 45X XunsHecnocobeH TONbKO BapuaHT 45X
MUn3HecnocobHbl +21; +13; +18; +8; +9; +22;
47 XY, +21
Tprcomuma 2n+] 47 XY TPUCOMUU +8; +9; +22 Yallle BCTPeYatoTCsd B MO3aUYHOM BapUaHTe,
' TPUCOMUM MO MOMOBbLIM XPOMOCOMaM >XM3HECMOCOOHbI
Monmncomuma 2n+2 48 XXXX
(teTpacomuq, 2n+3 49, XXXXX MM3HecnocobHbI TONBKO MO MOSTOBLIM XPOMOCOMaM
neHTacomms)

XapaKTepucTUKa reHOMHbIX 3a6osieBaHnNM |

AyTOCOMHbIE CUHAPOMBDI

o XapaKTepusytoTcs rpyodbiMy MHOXECTBEHHbIMU
BPOXOEHHbBIMW MOPOKaMK pa3suTmna (MBIP)

¢  MHOXeCTBeHHble Masible aHOMa M Pa3BUTUSA
(MAP)

¢ 3apepykka Mcrxo-MoTOPHOro paseuTtmga (3rMP)
M TAXKENoe HapyLleHre UHTeNneKTa

¢ [Mpwn TpncomMmax 8, 9, 22 NporHo3 3aBUCUT
OT TAKeCTU NnopokoB LIHC, B 6naronpusaTHbIX
Crnyyasax MOXXeT npesbiwaTtb 10 net

o [MpoaoMKNTENBHOCTb XXU3HWM PE3KO CHMXKEHA

(ncknoyeHre — cuHapoMm dayHa, Npuv KOTOPOM
MPOAOMKUTENBHOCTb XXU3HWM CHUXAETCS TONbKO
B C/ydae TshKenbix Mopoka cepaua 1 OP3)

16, 23]

TOHOCOMHbIE CUHAPOMBbI

Het MBI1P n MAP
(ncknoyveHme — cnHapom TepHepa)

<&

Mpn aHOManMM NOMOBbIX XPOMOCOM
3a4acCTyko CTpafdaeT CTpoeHne

BHYTPEHHUMX N HAPYXXHbIX MOJTOBbIX OPraHOB,
POCT N TennoCioxXeHne

MHTennekT B 60MbLIMHCTBE cny4yaeB
HOpMaJ'IbeIVI, Cnerka CHM>xeH
NN M3MEHEH KayeCTBEHHO

Pa3nn4yHaga cTeneHb
HapyLleHnsa GepTUNbHOCTM

MpW NONMMCOMHbIX CUHAPOMaX
MPOrHo3 yxyallaeTcs Npu yBenmieHmnm
ymcra NosoBbIX XPOMOCOM B KapuoTurne

MpoOoNKUTENBHOCTb XM3HM
B 3HAYMMOWM CTEMNEHM HE CHIMKEHA



leHOMHbIe 60Ne3HU

AyTOCOMHbIe HYNCJ1OBbl€ aHOMal1NU

16, 23]

CuHppoM [layHa

¢ YacTtoTa BcTpedaeMocTn 1:700 HOBOPOXKOEHHbIX
¢ [MpOrHO3 OTHOCUTENbHO BGNAroNPUATHbIN
& BonbHble B 3aBUCKMMOCTU OT Ka4eCTBa KXU3HKM CMOCOOHbI K CAaMOOBCY)KMBaHMIO 1 MPOCTOMY TPYAY

¢ B1866 r. JIaHrgoH JayH onucan «MOHFronoungHbIM TUN MANOTU3Ma»
(«Observations on the Ethnic Classification of Idiots»)

¢ B1959 r. pacwmndpoBaHa XPOMOCOMHasa aTMonorma cuHapoma dayHa

CpepHSas NpoAoMHKUTENbHOCTb XXU3HMU nopen c cMHApoMoM [layHa B pa3HbIX CTpaHax

CTpaHbl JITaTUHCKOM AMEPUKM
Poccua

fepMaHua

ABCTpanusa

CWA

50 55 60 65 BO3pacT, neT



CumMnToMbl cMHApoMa [layHa [

CuMNTOMDI YacTtoTa, %
YMCTBEHHas OTCTasloCTb 99
[Mnockoe nunuo 90
MoOHronounaHbIN paspes rnas 80
Hun3knm poct 80
MAOCKUM 3aTbINOK 78
Bpaxuuedanma 75
Bbicokoe

WK rotuyeckoe Hebo 70
[yoneHanbHaa o6CcTpyKLMS 70
KopoTKme KoOHe4YHOCTU 70
LLInpoKKMe KOPOTKME KUCTK, 7
BpaxMOaKTUING

Menkue 3y6bl 65
Kocornaswve 60
MMnNoToHWs 60
BpoxkaoeHHbIM MopoK cepala 50
MatHa Bpywdunboa 0
Ha papy>kke

AHOMaNMM yLLHbIX PaKOBUH 50
BonbLuon a3bik 50
KopoTkag Wmpokaa wes 45
CaHpaneBmgHaa Wernb 45
SNWKaHT 40
EonHcTBEeHHas nagoHHas 0

«0b6e3bsaHba» CKagKa

16, 23]

MoHronomaHbIn paspes rnas,
nnockoe numuo [51]

Bpaxupoaktmnnua,
«0Be3bAHbA» CKaaKa [64]

BblcoKkoe nnu «rotuyeckoe» Hebo [58]

BonbLon nnu
«reorpaduryeckmnin» a3sbik [16]

CaHpaneBuaHaa wenb [64]

»
¢ i

6 7 8
b
13 14 15
i It 1Y M ‘ i
19 20 21 22 X Y

Kapworpamma 6onbHoro ¢ cuHapomom JdayHa
Kapuotun — 47,XY,+21 [57]



Puck 6onesHu JayHa y NOoTOMCTBa yBeJIMMUBAETCH C BO3PACTOM XEHLUUHbI

HpeHaTaﬂbelﬂ PWCK BblLLE MOCTHAaTa/IbHOIo, MOTOMY YTO TOMCOMUNGA 21— cy6r|eTar|bHa;| MyTaung

Puck, %

(8l

4

3

2

1

0

25 30 35 40 45 Bo3pacTt 6epeMeHHoM, neT
Puvck npu poxxaeHnn Puck Bo Il TpumecTtpe
Puck poXxXaoeHund neTeﬁ Cc CMHAPOMOM D,ayHa
B 3aBMCMMOCTM OT Bo3pacTa MaTtepm [
(1 cnyyaw Ha)
Mecsaubl HA MOME@HT OKOHYaHUg 6epeMeHOCTM
ronbl 0 1 2 3 4 5 6 7 8 9 10 1"

26 1317 1311 1306 1300 1294 1289 1283 1277 1271 1264 1258 1252
27 1245 1239 232 1225 1219 1212 1205 1198 1191 1183 1176 1169
28 1161 1154 1146 1138 1130 1123 1115 1107 1099 1090 1082 1074
29 1065 1057 1048 1040 1031 1022 1014 1005 996 987 978 969
30 960 951 942 932 923 914 905 895 886 877 867 858
31 848 839 829 820 810 801 791 782 772 763 753 744
32 734 725 716 706 697 687 678 669 660 650 641 632
33 623 614 605 596 587 578 570 561 552 544 535 527
34 518 510 502 494 486 478 470 462 454 446 439 431
35 424 416 409 402 395 387 381 374 367 360 354 347
36 341 334 328 322 316 310 304 298 292 287 281 275
37 270 265 259 254 249 244 239 235 230 225 221 216
38 212 207 203 199 195 191 187 183 179 175 171 168
39 164 161 157 154 151 147 144 141 138 135 132 129
40 126 124 121 118 116 113 (NN 108 106 103 101 99
41 97 94 92 90 88 86 84 82 81 79 77 75
42 73 72 70 69 67 65 64 63 61 60 58 57
43 56 54 53 52 51 49 48 47 46 45 44 43
44 42 41 40 39 38 37 36 35 35 34 33 32
45 31 31 30 29 29 28 27 27 26 25 25 24
46 24 23 22 22 22 21 20 20 19 19 18 18
47 17 17 17 16 16 15 15 15 14 14 14 13
48 13 13 12 12 12 11 11 11 11 10 10 10
49 9.5 9.2 9.0 8.8 8.5 8.3 8.1 7.9 7.7 7.5 7.3 7.1




Coumanusaums 60nbHbIX C CMHAPOMOM [layHa

CyLecTByeT 60/bLIOE KOMMYECTBO COLIMasbHbIX MPOrpamMm,
KOTOpble B HblHELLHee BpeMs NMo3BONAT 0AAM C CUHAPOMOM
[ayHa ocBanBaTb pa3fnyHble Npodeccnu 1 y4acTBoBaTb

B OBLLECTBEHHOM XM3HW. N9 HUX naeanbHO NoaxoamT nobaq
pabota, TpebytoLlas Kak MOHOTOHHbIX MaHUMYMSALUMIA, CKYYHbIX
0719 06bIYHOTO YeOBEKa, Tak M TBOPYECKUX MOPbIBOB. Y6opKa
HOMEpPOB B rOCTUHULLE, CEPBMPOBKA CTOMOB, MOMOLLb Ha KyXHe
B Kade, Urpa Ha PasnYHbIX MHCTPYMEHTaX U yyacTune

B TaHLLeBasIbHbIX BbICTYMIEHWNAX — BCE 3TO chepbl, B KOTOPbIX
noam ¢ cMHOpPOMoM [ayHa MoryT cebsa MposaBMUTh.

MexayHapoaHbIM CNOPTUBHbIN COKO3 AN4 Ntoaen MockoBckui «TeaTp MNpocToayLLHbIX» A9 aKTepoB
c cuHapomoMm [ayHa «Trisome Games» obbeguHsaeT 6onee c cmHapomMoM [ayHa [34]
700 CNOpPTCMEHOB C CUHAPOMOM [layHa CO BCeX KOHTUHEHTOB [62}

MpoekT «®yT60N ANa AeTelr ¢ CUMHOPOMOM [ayHa», LayHcana An — 6naroTBopuTesibHas opraHmsauuns,
peann3oBaHHbIM 61aroTBOPUTENbHbIM 3aHMMaOLLAACS Yy4YLlLIEHNEM KauyecTBa XKN3HU
doHOoM «CUHAPOM JTo6BU», Poccus [33] nogen ¢ cuHgpomom dayHa, Poccua [27]
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«Culture device dance project» — MHHOBALWMOHHbIN TeaTp TaHLa «Ocobbl» NO3T — y YenoBeka ¢ cMHApoMoM [ayHa
0719 apTUCTOB C CMHAPOMOM [ayHa, BennkobputaHus [38] BbllLes COBCTBEHHbIM COOPHUK CTUXOTBOPEHMI [27]



[16, 23]

CuvHppoM lNaTtay

¢ YacTtoTa BcTpedaeMocTn 1:10000 HOBOPOXKOEHHbIX

& TporHo3 HebnaronpPUATHbIN.
EOVMHMWYHbBIE OMKMCaHWS C MPOAOIKUTENbHOCTbBIO YXM3HKM 00 NybepTaTHOro Bo3pacTa
BonblUMHCTBO AeTe normbatoT B MepBble MecdLibl Mocne poxaeHusa (95% naumeHToB)

¢ Brepsble onncaH B 1657 . 9pa3mycoM BapToiMHOM

¢ B1960 r. Knayc MaTay BbIgBMT XPOMOCOMHYIO Mpurpoay 3abonesaHusa

CvMnNTOMBDI YacToTa, %
[Ny0oKasa 3afeP>KKa YMCTBEHHOIO 100

1 GU3NYECKOro pas3BUTUA

fMnotenopwmsm 90

HW3KO moca)keHHble, ypoanusble yuin 90

AHOManuMm novek 90
Mukpouedanuvsa 70
MpennonoXXMTenbHO rnyxoTa 70
MuKkpodTanbmMma 65
SnnMKaHT 65
PacuienuHa ry6bl u/unu Heba 65
KopoTkaga Lweq 65 MonupakTnnng [16]

BpoXaeHHbI MopokK cepaua

(OAMXKI, OAMIM, koapKTaumMa aopThbl) 65
MonupakTunmns 65
MmMnoTtoHua 65
Cypnopormn 45
[edekTbl ckanbna 30
OTcyTCTBME BpOBEN 30
Mukpouedanusa [16] MuKpodTanbmug,
Kono6oMma pamy»Km 30 Kopotkas wes [16]
EOMHCTBEHHasA NynoyHaa apTepuda 30
[TaxoBble M MynoYHasa rpbhkn 30
PacuienuHa kucrtem 20
KoconanocTtb 20
Omdanouene 15

Kono6oma pany»wkm [41]




¢ YacTtoTa BcTpedaemocTm 1:5000

& [1pOrHo3 HebnaronpPUATHbLIN.

CuHagpom daBapaca’

[16, 23]

60% peTe yM1patoT B BO3pacTe 00 3 MeCaLEeB, 40 rofa OOXMBaeT Nulb 5-10%.
EAMHWYHbBIE ONUCaHUA C MPOAOIHKMUTENBHOCTBIO YXU3HU A0 My6epTaTHOro Bo3pacTa

o
¢ OnucaH B 1960 rogy OyKoHOM 24Bapacom
CuMnNTOMDI YacTtoTa, %
Taxkenag 3NMMP 100
3aTpyOoHEeHWa Npw roTaHuu, 100
npobaeMbl C KOpMNeHWeM
Hwm3kaga Macca Tena npu poxxaeHmm 100
Kpunntopxusm 100
BpoXa&HHbIM MopokK cepaLa 95
(06bluHO OMIMXK)
BbiCTynatoLLmMiM 3aTbl/10K 90
Hn3Ko MocaeHHble, 90
ypoaonmBeble yLimn
MuKporHaTua 90
KopoTkas rpyamHa 920
CrnbaTtenbHas oedbopMaLma nanbLes, %0
dnekcopHoOe NoNoXxeHme
MMnepToHyc 65
KopoTkag wes ¢ M36bITOYHOCTbIO 60
[MaxoBasa 1 MynoYHasa rpbhxm 60
MOpPOKK pPa3BUTUA MOYEK 60
KopoTkne n3orHyTblie 60
6onbluMe nanbLibl HOr
Koconanoctb 50
[MOPOKM Pa3BUTUA FMONIOBHOIO 20
M CMMHHOro Mo3ra
103, 3NMKAHT, MUKPOPTaNbMMA 30
SBeHTepaumsa guadparmol 30
MnnopocteHo3 30
YacTuyHaa CMHOAKTUNNA 30
MMnonnasma HortTem Ha pykax 1 Horax 30
PaclienvHa rybbl 1 HéBa 15

OcHoOBHOM I'IpVIL‘Il/IHOPI CMepPTU CNy>XaT OCTaHOBKa AOblIXaHNA N HapyLlleHNd pa6OTbI cepgua

Taykenada 3aaepykKa NCUXOMOTOPHOTO pPasBuTUS [16]

KoconanocTb [36]

CrmnbaTtenbHasd
nedopmaumsa nanbues [37]

LRIIRY

KopoTkaga wesa
C N3BbITOYHOCTbIO [16]
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Kapuotun — 47,XY,+18 [57]
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[OHOCOMHbIE YMCTOBbIEe aHOManmMm

[1,2,22]

BapuaHTbl aHOMa/IU NONOBbIX XPOMOCOM

CuHapom YacToTa LnuToreHeTUYECKUNM BapUaHT

o 47 XXY — 82%

o 48 XXXY — 3%

1:500
CunHapom KnanHdenstepa O 49 XXXXY < 1%
MY>KYUH
¢ Mo3sankn — 8%
¢ [lpoyee — 6%
o 45X —45%
o 46,Xi(Xg) 1 MO3aMKK C NNHUAMKM KNeToK i(Xg) — 17%
1:2500
CuHopoM TepHepa o 46X del(Xqg) n Mo3amkm ¢ nnHKMaMmM knetok del(Xqg) — 1%
YKEHLLWMH
o Mo3anku 45X [ 46,XX; 45X [ 47 XXX —12%
¢ [Mpouyee (del(Xp), r(X), X(f), Mozankm) — 9%
CUHOPOM CBEPXYNCTOBOMN 11000 o 47XYY >98%
Y-XpOMOCOMb MY>KYMH o Tpoune — penxo
11000 O 47 XXX >98%
CuHOpoM Tpunnio-X
HEHLLMH O 48 XXXX; 49 XXXXX; MO3anKn — peako
CMellaHHbIV roHagHbIW gucreHes o 45X/ 46,XY



CuHppoM KnanHdenbrepa

¢ MyTauma Tpucomma — 47,XXY

& [porHos 6naronpuUaTHbIN

& [MaumeHTbl GecnogHbl

CUMMNTOMDI
(on1a BapmaHTa 47,xxy)

YacToTa BCcTpevaeMocTn 1:.500 My»4mH

MyTaumnsa nonmcomMmsa — 48,XXXY; 49, XXXXY v 1.4.

YacTtoTa, %

[McTonornyeckme gokasarteibcTea

. 100
HapyLLeHMI crepMaToreHesa
[MoBbILWEHHbIN YPOBEHDb 95
roHagoTponMHa
MMnonnasnga TecTukyn %0
M MOSTOBOro YeHa
CHUYXKEHHbIN YPOBEHb TECTOCTEPOHA 80
Cnabbl poCcT BOMOC Ha NuLe 1 Tene 70
MHekoMacTua 55
BblcOKM pocT,
aCTeHMYHOoe TeNocnoXeHne 30
(eBHyxomgHoeE)

YMepeHHasa yMCTBEHHAas OTCTasloCTb 5

[16, 23]

[MporHo3 yxyaLaeTcs npu yBenndeHunm ymcna X 'Y XxpoMoCcoM B KapmoTune

OnucaH B 1942 roay Mappw KnanHoenstepoM 1 Gynnepom Onbpantom

B 1959 rony paclimndpoBaHa XpOMOCOMHaga 3Tnonormna cuHapoma KnamHbensrepa

MMHekoMacTua [35]
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Kapuorpamma 605bHOro ¢ cuHapomMom KnanHoensrepa
Kapwmotnn — 47XXY [57]

Mnoxom poct Bonoc [55]
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CuHAapoM LllepelueBckoro-TepHepa

¢ YacTtoTa BcTpedaeMocTr 1:2500 »eHLWMH

¢ [1pOrHO3 OTHOCUTETbHO 61aroNPUATHbIN

¢ XKeHWwmHbl depTunbHbl B 0kono 30% (Ha BCce crlydan CUMHAPOMaA)

o B1925 rogy aTa 60ne3Hb BrepBble Oblfa onmcaHa Kak Hac/ieacTBeHHasa
COBETCKMM 3HOOKPUHOMorom H.A. LLlepeleBCKUM

o B1959 rony paclumndpoBaHa XPOMOCOMHaga 3TMONOorna CMHAPOMa TepHepa

CUMnNTOMBI
(o119 BapumaHTa 45,x)

YacTtoTa, %

OuncreHesna roHan, 99
Hunskunim poct (130-140 cm) 97
[MepBHYHag ameHopenq 96
LWnpokas rpyaHas KNeTka, 65
YyacTo ¢ gedopmMaumen

KopoTkag weq,

KpbITOBMOHbIE CKTAOKM Ha Liee 53
(LUeMHbIM NTepUrnyMm)

CHUXKeHWe cryxa 53
Cubitus valgus 48
Bbicokoe HEGO 45
TNTnMdaTUYecKnin oTek KMcTen 40
M CTOM NPU POXKOEHMM

[MTOpPOKKM Pas3BUTUS MOYEK 40
[Mopoku cepfua 1 cocynos 40
YMCTBEHHas OTCTafloCTb 18

116, 23]
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1,2, 23]

Oucomumsa no Y-xpomocome (XYY)'

MporHo3 no NOToMcTB MYXUYUH 47, XYY
¢ YacTtoTa BcTpedaeMocTr 1:1000 My»4YmH P Yy MyX ’

. P:  Q46XX X & 47xYY
¢ [porHos 6naronpuaTHbLIN
o Y TakUX MYXKUYMH Yallle poxkaatoTcs 6oNnbHble AeTH G: 23X 23X 24, XY 24.YY
(emMnmpuryecknm pmck 10%)
23Y 23Y 24, XY’
¢  CuHOPOM 6blN BriepBble yroMaHyT
B paboTax MaTpucmm rkemnkobc 7% _— _— 179
1959 roga no XYY-crHapomy
Fu 46,XX 46XY 47 XXY 4T XYY

o BnepsBble o6HapykeH B 1961 roay
CooTHoweHue M: XK = 5:1

XYY-CUHOPOM BbifT ONMMUCaH Kak TaK Ha3blBAEMbIN «CUHOPOM CBEPX-CaML@a», UMN «CUHOPOM CBEPX-MYMXYUHbI»
(@aHrn. super-male syndrome), Npu 3TOM HOCUTENAM CUMHOPOMa MPUMKUCHIBANIOCh arpeccMBHOe MoBedeHMe
M TEHOEHUMA K KPUMMHANbHbIM OeNcTBUAM. [NepBble MccregoBaTenm 6onesHn B 1960-x rogax obHapy>Kuim
OTHOCUTENBbHO 6O0MbLLOE YNCIO MYXUYUH C 3TUM CUHOPOMOM cpedn obuTaTenein TIPeM U NCUXMaTpUUecKmx
KITUHWK. DTO MOCY>KMTO OCHOBOM N9 CTEPEOTUMAE O «CBEPX-MY>KUMHEY.

Mocnenytoume MCCNeaoBaHUa Mokasanu, 4YTo abcontoTHoe OGOMbLIMHCTBO HOCUTENEeW CUHOPOMa HuKorda
HE MMeNTM OTHOLLEHWA K MPECTYNHOCTU UM MCUXMUYECKMM 3a60/1eBaHNAM, HO MOTYT MMETb MOBbILLIEHHbI PUCK
npo6sem c obydeHuem.

JdononHutenbHaa Y-XxpoMocoMa cama no cebe He BedEeT K t-lpeBMepHOI7I arpeccmMBHOCTWM.

[1,2,23]

Tpucomusda no X-xpomocome (XXX)

¢ YacrtoTta BcTpevaemMocTn 1:1000 »KeHLWUH MPOr4o3 no NOTOMCTBY Y MEHLWUMH 47, XXX

. P: 47 XXX X 46,XY
¢ [porHos 6naronpuUaTHbIN ? <
o TMaumeHTbl depTUbHbI G 23X 23X
& BO3MOYHO pa3BuTHe
. 24, XX 23Y
npexanespeMeHHON MeHonay3bl
& Y TaKUX >KeHLUMH Yallle poyXkaatoTcs 6orbHble 4eTu 25% 25% 25% 25%
A [0}
(>MAnpurueckunit puck 10%) Fu 46,XX 47 XXX 46, XY 47 XXY

o XXX-cuHAOpOM 6bi1 onmcaH B 1960-x rogax
CooTHoweHne MK = 1:1

15



16

XpOMOCOMHbIe 60J/1e3HMU

1,2,22]

CTPYKTYpPHble XpOMOCOMHbIe ab6epauum’

C6anaHcupoBaHHble Hec6anaHcupoBaHHblIe CTPYKTYPHbIe
CTPYKTYpPHbIE XPOMOCOMHbIe ab6epaunu
XPOMOCOMHbIe ab6epauunm

UHBepcuu (inv) Oeneuuwn (del) Oynnukauum (dup)
<& MapaueHTpuyeckue <& TepMUHanbHble <& npsMble
& TMepuueHTpUYeckme & WHTepcTUUManbHble & MHBEPTUPOBaHHble
Tpchn0KaL|.vw| (t) <O KOMbLEBbIE XPOMOCOMBI (r) <& OepuBaTHble XPOMOCOMbI (der)
O PeLUnpoKHble <& pepuBaTHble XpPOMOCOoMbI (der) & pPeKoOMOUMHaHTHbIE XPOMOCOMBI (rec)
¢ HepeumnpoKHbIE MHCEpLAM (ins): O PeKOMBUHAHTHbIE XPOMOCOMBbI (rec)

- NpsiMble CMelaHHble

* UHBEPTUpPOBaHHbIE & N30LEHTpUYECcKne XPoMOoCcoMmbl (i)

- PO6epTCOHOBCKME TpaHCcoKaumm <& M30oAMLEHTPUYECKME XpOMOocoMbl (idic)

<& gepuBaTHble XPOMocoMbI (der)

O PeKOMBUHAHTHbIE XPOMOCOMBI (rec)

nepuLeHTpUYecKas MHBepcUus peuunpoKHas TpaHcnoKauums AynavKaumsa
C BOBJIeYeHUEM LLeHTpOMepbl paBHbIM 06MeH dparMeHTamMm yOoBOeHMe dparmMeHTa
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~
~
~
~
~
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napaLleHTpuyeckas UHBepcus HepeLMnpoKHasa TpaHcnoKauus peneums
OKOJ10 LeHTpOoMepbl HepaBHbI 0OOMeH noteps ¢parMeHTa
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CbanaHCcMpoOBaHHbIe XPOMOCOMHble abeppaumm

4]
OdepuvBaTHble XpoMocoMbl (der)

[epuBaTHbIe XPOMOCOMbI — 3TO CTPYKTYPHO-MNEepPeCcTpoeHHbIe XPOMOCOMbI, 1
KoTopble 06pa3ytoTca B pe3ynbraTe: € ?
o [ABYX MepecTpoek B npeaenax ogHon XpoMOCOMbI 5

(oBe peneumnn nnun geneumsa c MHBepcKmen); ne
O MepecTpoOMKM Mexkay pasHbIMU XPOMOCOMaMU (TPaHCIoKaL ). HeromonormnyHasa t(14;21)[43]
MoryT 06pa30BbiBaTbCA BC/1eACTBME HOCUTENbCTBA g
TpaHCNoKauun/MHBEpPCUi1 y poanTenen unm no tmny de novo h

TpebyeT npexxae Bcero obcrefoBaHUA POAUTENBCKOM Napbl fomonormuHas t(21:21) (63]

[22]

Po6epTCOHOBCKUE TPaHCNOKaLuum

MepecTpoiika, onMcaHHas Cpeam CryTHUKOBbBIX XPOMOCOM, MPW KOTOPOM ABe aKPOLIEHTPUYECKME XPOMOCOMbI
CNMBAKOTCA B OHY METaLLEHTPUUECKYIO UMK CyOMETaLIEHTPUYECKYHO XPOMOCOMY C MOTeper KOPOTKMX ried
(B 3aBMCUMOCTU OT TOO, KaKMe XPOMOCOMbI y4aCTBYOT B TPaHCOKaLMM)

C6anaHCUpoOBaHHbI KapuoTun, HocuTtenbcTBo PO6epTCOHOBCKOW TPaHCOKaLMu
HanpuMmep MY)XYUHbI 46,XY HanpuMep 45,XY,rob(14;21)
ﬁ ﬁ | ﬁ %
14 14 21 21 14 14/21 21

BapuaHTbl pacxoXXaeHUs XpoMOCoOM

I I

14 21 14/21 14/21 21 14 14/21 14 21

HOpMa HOCUTENb cnHApoOM ,ELayHa netanbHble

PacueTHbIN PUCK poXKAEHUs

1/3 /3 1/3

17



HecbanaHcMpoBaHHbIe XPOMOCOMHbIe abeppal

CuHapoM Bonbda-XupLuxopHa

[16, 23]

AHTUMOHIOMOWNOHbIN
paspes rnas [64]

PaculenvHa ry6ebi [65]

HU3Ko nocaxkeHHble,
aHOMarbHble YLIHblE PaKoBUHbI [61]

o [eneuma KOPOTKOro nneva 4-m XpoOMOCOMblI
¢ YacTtoTta BcTpedaeMocTn 1:50000 HOBOPOXKOEHHbIX
(Mpun 3TOM YacToTa BCTPEYAEMOCTU CMHAPOMA Bbille Yy AeBOYEK, YEM Y MallbYMKOB)
o CpefHasa NpoaoMHKUTENbHOCTb XM3HKM 30 net
& HabntogatoTcsa NOPOKM PasBUTUA (MX BblPaXKEHHOCTb 3aBUCUT OT BETUMUYUHbBI Aeneumm)
o XapaKTepusyeTcsa 3a4ePXXKoM Gr3MON0rM4yecKoro, yMCTBEHHOTO M MICUXOMOTOPHOMO PasBUTUA
¢ Brepsble gokyMeHTanbHO onmcaH B 1965 rony KyrnepomM n XmpLuxopHOM
CMNTOMBDI YacToTa, %
[nMy6oKasa yMCTBEHHas OTCTasloCTb 100
MuKpouedanms 91
Hm3Kaa Macca Tena npu poxxaeHmm 89
3aTpyaHEHUSA MPU MoTaHUK 76
MnepTtenopusm 74
AHTVUMOHIONMOMOHbIM Pa3pe3 rMa3 74
KoconanocTb 70
[NonepeyHas «0be3baHbA» CKIaaKa NagoHu 70
Hu3ko nocaykeHHble, €9
QHOMaJSIbHblIe YLLIHbIE PaKOBUHbI
Mnocnagua nnm KPUNTOPXM3M Y ManbyKOB, 4
rMNonias’mnsg MaTkn y AeBoYek
KntoBoBWOHbIV HOC 64
PacLuenmHa ry6bl Unnmn HéGa 57
[Nopoku cepaLa 55
MuKporHaTma 55
Cynoporu 47
[MpeaypUKynsapHble CUHYCbI, UM BbIPOCTbI 33
Kono6oma pamy»Kku 3]
[edekT ckanbna no cpegHen NUHMM 14



116, 23]

CuHAapoM JleXeHa

¢ [Heneuma KOPOTKOro nneva 5-m XxpoMocoMmbl
¢ CUHOPOM «KOLLaybero Kpuka» BCTpeyvaeTcs ¢ BepoaTHOCTbIO 1:45000 HOBOPOXOEHH bIX

¢ CpefHsaa Npoao/IKUTENbHOCTb XXU3HWM PEe3KO CHUXKEHa, TONIbKO OKOMO 14% nepexkmeaeT 10 et
(BCcTpeuatoTca 60MbHble, AOXKMBLIME 0 60 neT)

¢ Habnopaetca oTcTaBaHMe B PasBUTUNUM

¢ Bnepsble 6one3Hb onucan XXepoM JlexxeH B 1963 rogy

CvMnNTOMBDI YacToTa, %
[M1ay, MOXOXKMM Ha KPUK KOLLIKM 100
Hm3kaa Macca Tefna Npu poXxxaeHmm 100
YMCTBEHHas OTCTanoCTb 100
MuKpouedanmsa 90
[NonepeyHasa cknagka Ha nagoHu 70
MnepTenopmsm 70
LbixaTenbHblM CTPUOOP 60
MukporHatma 60

HWM3KO NocaykeHHble,

aHOMaJslbHble YLLIHblIE PaKOBMHbI 60

AHTUMOHIONTOUNOHbIN

pa3pes mas =0

Kocornasue 50

3aTpyaHEHMS NPU MOTaHUU 30

JTapuHromansauma 20 AHTVMMOHIOMOMAHbIN Mukpouedanus [42]

paspes rnas [42]
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leHHble 60Ne3HU

Knaccudpukaumsa no yacrore &%

YacTtble CpenHue Penokne
0o 1:10 000 1:10 000 —1:40 000 1:40 000 —1:100 000

OpdaHHble
o1 1:100 000

[32]

Bbone3sHn KpoBU
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BonesHn obMeHa BeLLecTB

[7,8,9]

HacnepcrBeHHble 601e3HU OOMeHa BellecTB

3a6boneBaHue YacToTa deHoTUN

Bozpact MaHudecTaumm BapbmpyeT

o XpoHWYecKme BpoHXoMybMOHaNbHble MHGEKL MK
o XpOHWYECKMe CUHYCUTbI

& MekoHManbHbIM nneyc (10-20%)

1:2000-1:30000 & XPOHWYECKUIN MOMonaTUYecKmnin maHKpeaTuT

MykoBMCLIMAOS HOBOPOXAEHHbIX
(MB) ¢ HapyweHune nuueBapeHuna (90%)

(110000 P®)
¢ [NoBbllLeHHOE coaepyKaHMe XNopmnaoB nota (98%)

o O6CTpyKTUBHAA asoocrnepmus (OA) y My>kUmH (97%)
(7-8% cBsi3aHbl C BPOXKAEHHbIM ABYCTOPOHHWM OTCYTCTBMEM
ceMaABbIHOCALLIMX NpoTokoB (BOOCH))

¢ WHorga nsonmposaHHoe BOOCT]

95% BbI3BaHbl AedULUTOM 21B-rnapoKcmnasbl
Bo3pacTt MaHmdecTaumm BapbmpyeT
¢ ConbrepstoLlme Kpm3bl

BposkaeHHas 15000 ¢ YCKOpEeHHbIN pocT

runepnnasus kopbl  HOBOPOXAEHHbIX o MpexgeBpeMeHHoe 3aKpbIThe 3NMMdU30B U HUSKUIN POCT
HaAMoYeUYHUKOB .
A 1:500 >keHLLH o Bupunmsaums y oeBouek (MHTepceKkcyasnbHble reHUTanmm)

(BI'KH) (Heknaccumueckasa dopma)
o TpexaeBpeMeHHoe MosioBoe PasBUTME Y MallbuMKOB

& Heknaccuueckaa Gopma y KeHLLMH
(rMnepaHOporeHna HaanMoYe4YHMKOro reHesa)

& MoyKeT 6bITb aCMMMNTOMHOE TeUeHue

Knaccumueckasa deHumnketoHypusa (OKY) MaHudbecTrpyeT
rocne 2-4 MecsaueB XU3HU

o 3MMP

¢ TunonurMeHTauum
mnepdeHun- 1:4500-1:80000

anaHuHeMmm HOBOPOXAOEHHbIX

(TDA) (1:8000 PD) & Inunencua

¢ DK3eMbl

¢ ToBbILIEHHbIN YPOBEHb heHm1anaHmHa rniasmbl KPOBM
>1200 MKMOsb/N (>20Mr%)

o be3 neveHna pasBmBaeTca
TAXKenad yMCTBeHHad OTCTas10CTb
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MykoBucumaos

[8, 20]

XapaKTepuUcTUKa Knaccunuecknin MB Heknaccunueckun MB  BOOCH
OMIM # 219700 277180
1:2 000 —1:4 000 ntoam 6enoin pachl
YcTaHoBNEHHasa YacToTa 1:9 000 —1:30 000 CLLUA
1:6 000 —1:12 000 Poccua
MaHudecrtauma [eTcKknin Bo3pacT My6epTaT B3pocrblie
XpOHUYECKMIN Kallenb
C MOKpOTOM
PeuunousupytoLime

J1leroyHble CUMMTOMbI

XOBJ1 1 3HO0BPOHXUT

XPOHUYECKMIN CUHYCUT

CUHYCUTBI M BPOHXMUTDI

[[acTponHTeCTUHaNbHble

CMMTOMBbI

MeKoHWanbHbIN nneyc

Momxenyno4Hasa He4oCTaTOYHOCTb
(Manbabcopbums, cTeaTopes)

Ounabet

fenatobunnuapHas 6one3HbL
(umppPOo3, BbiIcOKMe depMeHTbI)

OcTpbIn
N1 peumnonBmpyoLLmii
naHKpeaTuT

YporeHuTanbHble

CNMMTOMBbI

AsoocnepMusa 13-3a atpodum unm drbposa vas deference




+

rnoctynaet
C nuLen

deHunanaHnH

AMMUHoOaAuupaonaTum

BH4

deHUNNMpoBMHorpagHas
Kucnorta

MenaHuH
OO®DA
MapKMHCOHU3M
— cuHapom Cerasa
OMIM 605407
DeHWNKETOHYPUSA
OMIM 261600
TUpo3uH

BH2

/

4-OH-peHnnnupysar

naToreHeTM4YecKad
Tepanus:
CAMPONTEPUH
ToMoreHTU3NHOBanA
Kucnorta
AnKanToHypua
OMIM 203500

Maneunauertoauerar

®dymapar +
aueToaueTart

CO; + H0

[5,17,24]

AnbbUHM3M TUNa IA
OMIM 203100

ANbOUHU3M TUNa IB
OMIM 606952

TUPOKCUH

TuposnHemmna
Il Tmna
OMIM 276600

TuposnHemmna
I Tmna
OMIM 276710

rnaToreHeTn4yeckad
Tepanua:

HUTU3UNHOH

TuposnHemmna
I Tmna
OMIM 276700
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bonesHu ckeneTa n coegnHNTENbHOM TKaHU

Avcnnasua coeanHutTenbHom TkaHu (OCT)

HacnepactBeHHble HapyLUeHUSA
coeauHuTenbHon TkaHu (HHCT)

— MOHOTreHHbIE CUMHAPOMbI

C OXapaKTepm30BaHHbIMU GeHOoTMMNaMK.
CuHapoM MapdaHa

CunHapom 2nepca-LaHnoca

CUHAPOM rMMNepMobnIbHOCTM CYyCTaBOB
HecoBepLlueHHbIM ocTeoreHes

[Mponanc MUTpanibHOro KrarnaHa

L R R IR

CeMelnHbIN CHAPOM MapdaHOUOHOM BHELLIHOCTM

<&

MASS-cumHapoM MandgenTta

(2]

HepuddpepeHumpoBaHHbie OACT

— MoNureHHo-MynbTUdaKTopHble GeHOTUMbI
c obWwKMMU NpumsHakamuy OCT,

He yKnaablBatolmecsa HU B OQHO

M3 U3BECTHbIX MOHOIeHHbIX 3a601eBaHMN.

[aHHble 3aboneBaHMa 4YacTo BCTpeYatoTcd
BO Bpa4yebHOM NpaKTmke
(0T 9,8% 0o 35,7% naumeHToB).

KunesnaHasa rpyaHas knetka [30] BopoHkoobpa3sHas rpyaHas kneTka [28] BbiBux / noasbiBux [29]

MMNepMo6UIbHOCTL CyCTaBOB [26] MNepMobUIbHOCTbL CYyCTaBOB [26] BbIBUX XpycTanuka [44]
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MNnodochaTteMUUECKUN paxuT'

& KpaHwuoTabec
o BbinyKnbi no6

& YTOoneHue CyCTaBoOB 3aMndacTbs
N rONTeHOCTOMHbIX

¢ NcKkpuBneHme HMXKHUX KOHeYHoCTeMN

o O-06pasHble Horn
[52, 39]

PopocnoBHas ¢ runopocpareMmMyecKMM paxmTom
(X-cuenneHHbI1 AOMUHAHTHbINA TUN)

1 2

25
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MprobpeTeHHbIN paxuT

MPNOBPETEHHbIN PaxmMT

BpoxkaeHHbIM paxmT
T™n 1

BpoxaOeHHbI paxuT
™R 2

CxeMa pa3BuTusa gpyrmx ¢opm paxura 241

7-pnervnapoxonecreporn

+

nocTynaeTt

c nuuen
xonekanbuudepon

(BuTamuH D3)

25-(OH)-xonekanbuudepon

(kanbunawnon)

1,25-(OH)2-xonekanbuudpepon

(kanbunTpUon)

S0 O O

OpraHbl-MULLEHM:

rnapawmToBMaHbIE XKefe3bl
KULLEeYHUK
MOYKM

KOCTU

Koxka
Lenctemne YO-B

MeyeHb
XKD-25-rugpokcmnasa

Moykn
KO-1-a-rugpokcunasa




HepBHO-MbILLIEeYHble Oone3Hu

MuoTtoHu4yeckaa guctpodusa

ropdpmaHa-Pocconnmo-LUTenHepa-6aTTOHa'

YacToTa BcTpeydaeMocTh coctangeT 1:10000 HOBOPOXKOEHHbIX

3aboneBaHMe CBA3aHO C ONHaMNYeCKNMMN MyTalunMaMmn

8, 20]

Yucno CTG noBTOpPOB TeyeHue NMposaBneHus
B reHe DMPK
5-35 HopMa OTCYTCTBYIOT
KIMUHUYECKIM HEe MPOoaABIaloTCa,
35-45 COCTOSIHME «MpeMyTaLnmn» HecTabubHO HacnenytoTca
MO YXEHCKOW MUHUMN
50 cybKNMMHUYeckoe BO3MOXHbI KITMHUYECKME MpoaBeHUa
MaHudecTauma B 60 ner,
50-200 nerkoe ¢ 4
MbllleYyHada cnabocTb
200-1000 Kflaccuyeckada KapTuHa MaHudecTauma B 30 net
& MMOTOHUA
o nepudepuyeckasa MbllleyHas
cnabocTb
¢ KaTapakTa
60nee 1000 BPOXOEHHbIM BapmaHT

<& TMNOroHagmsm
< SHOOKPpUMHOMaTnnm
<& MY)XKCKad anoneynd

< apuUTMnn

CnuHanbHaga Mbiwwe4vyHada atpodpua (CMA)

CMA BbI3BaHa MyTaumen B reHe SMN],

KOTOPbIN B HOpME MPomn3BoanT 6enok SMN,
BXOOALLMW B COCTaB HEMPOHOB.

M3-3a MyTaumm reHa y nrogem co CMA
NpPOU3BOOUTCA MeHblLee Konm4yecTBo benka SMN,
UTO MPUBOOMUT K TM6en MOTOPHbIX HEMPOHOB.

B cpegHeM oguH 13 6000-10000 neten poxxagaetca co CMA,
B Pa3HbIX CTpaHax 4YacToTa CUITbHO pasnuyaeTcs.

50% peten co CMA He OOXKMBAOT 40 OBYX /1eT.

Mpeano)eHo nartoreHeTu4yeckoe nevyeHmne CMA:

<&

[10, 20, 21, 25]

HapylweHune pa6OTbI I'IOI'lepel-{HOI'lO}'IOCGTOI;I
MYCKynaTypbl HOI, FO10BbI U LLen

HapPYLLIEHWA NPOU3BOSMbHbBIX OBUMKEHMM
(monsaHmMa MnageHLes, Xoabbbl,

yOepyKaHWs rofoBbl, FMoTaHKA)

MblLWLbI PYK 06blYHO He CTpadatoT,

YYBCTBUTENTbHOCTb COXpPaHAETCH

3aep>XKKa NMNCMXMHEeCKOro pasBnUTUA OTCYTCTBYET

¢ 3aMeHa reHa SMNI, accounMnpoBaHHOIo ¢ ageHoBMpPYCOM cepoTuna 9 (AAV9) (3onreH3ma)

o KoppeKkuua abeppaHTHOro cniamcrHra reHa SMN2 ¢ Mcnosb3oBaHEM aHTUCMbIC/TOBOIO ONMIoHyKeoTuaa ASO

(CnuHpasa/HycuHepceH) nnm Manom Monekynbl (3spucon/Pruconnnam)

27
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MynbTndaKTopHble 60one3Hn u BINP

Mpumepbl 60nesHen

C HacneacTtBeHHOM N peapacnooXeHHOCTbIO

Fpynnbl U HO30/IOFrNYEeCcKue ¢OprI

2]

YacTtoTta Ha 1000 yenoBekK

ComMaTuueckue 6onesHu cpenHero Bo3pacTa.

Mcopwnas 10-20
BpoHxuanbHag actMa 2-5
fA3BeHHaa 6oMe3Hb enyaKka 1 ABeHaOLaTUNEePCTHOM KULLIKK 20-50
MuweMnyeckada 6onesHb cepaua 50-100
MnepToHUYeckas 6onesHb 100-200
Ounabet 10-20
BpoxxaeHHble MOPOKU pa3BUTUSA:

PacLuenuHa rybbl 1 HéBa 1-2
CNMHHOMO3roBas M YepenHO-MO3roBasa MPbKM, aH3HLUedanna 1
CreHo3 npmBpaTHMKa 0,5-3
BbiBUMX 6efpa 2-5
Mmapouedanma 0,5
Koconanoctb 5
NMcuxnyeckue n HepBHbIe 6onesHun:

LnsodpeHmnsa 10-20
2nunencua 8-10
MaHraKanbHO-A4eMNPEeCCUBHbIN MCUXO3 2-5

BpoXXa&HHbIA NOpoK pa3suTus (Bp)'©

— CTOMKUIN MOpdONormyeckmnin fedekT opraHa Unm ero 4acTu, MPUBOAALLMIN K HApyLUEHWIO QYHKLMM OaHHOIMO opraHa

M BbIXOOALLMI 3a Mpeaensl Bapmrauum Hopmbl (BO3, 2010).

Manas aHoManus pas3sBuTUs (CTUrMbl AM3sM6puoreHesa, MAP) ©©

— MNEePBUYHbIN CTRYKTYPHbIN AedeKT opraHa 1Unm ero 4yactu,

ABNAIOLMICA Pe3y/IETaTOM JIOKaNIbHOIoO HapyLLEeHWA MopdoreHesa, He COMPOBOXAAILLMNCA HapyLleHneM GyHKLMK opraHa.

®deHokonuu (amspynumm) ©

— BPOXOEeHHbIe MOPOKK Pa3BNTNYH, BbI3BaHHbIe TepaTOreHHbIMU CbaKTOpaMVI,

Konupyrune reHeT4eCkKn getTePMMHNMPOBaHHbIE 6onesHu.



BapuaHTbl HapyLwleHUusa MmopdoreHesa

OTcyTcTBUE
- Tarkenasa
SM6prOoHabHOM _— =
ManbdopmaLma
3aKnagku
HenpasunibHoe
Jerkasa
dopMupoBaHme —_—
ManbpopmaLma
TKaHW
MexaHunyeckoe Ledopmaumsa
choaBneHuve —_— (medopmMaLmoHHana
300POBbIX TKaHeM CEKBEHLMA)
PaspylieHue Ovspynuma
HOPMasbHbIX TKAHEN — = (am3pynTmBHaa
BHeLWHUMU paKTopamm CeKBeHLWS)
HenpaswnibHada Owvcnnasua
opraHmMsauma E (amcnnactuyeckan
KETOK B TKaHAX CEKBEHLMA)

XapaKTepUCTUKa BpOXXAEeHHbIX MOPOKOB pa3BUTUSA

4-6% HOBOPOXOEHHbIX MMEIOT MOPOKM Pa3BUTUSA

116, 22]

Annasuda
MOYKM
TUMYyCa

KOHEYHOCTMU

Mmnonnasua
cepaua
cocynos

CTBOJ1a MO3ra

N3MeHeHne GopMbl UM pasMepa opraHa

BapycHad / BafbrycHas ctona
(koconanocTb)

BPOXAEHHbIN KNPO3
BPOXAEHHbIN Topao3

BpO)KD,eHHbII;I CKONMMo3

BMP nnoga npu gencremm

BUONOrMUYECKMX TepaToreHoB
(6akTepuu, BUpYyCa, MpocTenLlero)

XMMUNYECKNX TEPATOrEeHOB
(nekapcTBEHHbIE NpenapaTbl, aNKorosb,
ObITOBbIE, MPOMbILLIEHHbIE BELLECTBA)

PU3MYECKMX TepaToreHoB
(pagomauma, Bblcokaa TemMnepatypa)

Oucnnasua
TazobenpeHHOro cyctasa

SKTOoOepManbHaga

1,2,22]

Ha gonto BIMP npuxogntca 50% OeTckom cMepTHOCTU 1 40% OeTCKOM MHBaNMOHOCTU

MnageH4yeckasa cMepTHOCTb OT BIP coctaBnqaeT 6,8 Ha 1000 HOBOPOXXAEHHbIX

Cpeit OCHOBHbIX MPUYUH OETCKOM CMEePTHOCTU!

¢ MHOXXeCTBeHHble BpOXXAeHHble MOPOKKM PasBUTNA

<& BpPOXAOeHHble NMOPOKKM cepaLua

<& BpOXOEeHHble MOPOKN ueHTpaanoﬁ HepBHOl;I CnCTeMbl

& 6bonesHb [JayHa

29



Kputnuyeckue nepuoabl pa3BuTus |

Kputnyeckmnm nepuoa pasBuTus —
BpeMa B aMbpuoreHese, Korga y 3apofbilla
OoTMeYaeTca NoBblLeHHasa YyBCTBUTENBHOCTb

K HebnaronpuaTHbIM (TepaToreHHbIM) dakTopam
(15-60 gHWM)

XapakTepmayeTca peanmsaumem
HOBbIX MOPLMM reHeTu4Yyeckom MHdopMaLmm
WU KCNpeccmein reHoB

MNpeopraHoreHes 3M6pUOHarbHbIN Nepuop,

(Hegenu)

1 2 3 4 5 6

1,2,16,22]

Mepwvon aeneHna 3suroTbl M UMMAaHTaLUUM
(koHeL, 1-M — Havano 2-m Hegenu)

Mepwon HaYabHOro opraHoreHesa
(3-8 Hepenwn)

MnoaHbIK Nnepuog,

(Hepenu)

9 10 n 12 13 14

LeHTpalibHad HepBHad cMcteMa

cepaue
yLm
oT onnogo-
TBOPEHWA
no obpasoBaHMa
[BYCIOMHOro rnasa
Ouvcka
pPyKM
HOTrKn
ry6b
3y6bl
HEB6O
Hapy)XHble NOoMoBble OpraHbl
CmMepTb BpoxkaeHHble MOpOoKM pasBUTUA DyHKLUMOHanbHble AedeKTbl M MUKPOaHOManmm
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(TTN)

TepaToreHHbI TePMUHALUMOHHDbIN Nepuoa

[1,2,76,22]

MpenenbHbIM Mepuon PasBUTUS, B TedeHe KOTOPOro TepaToreHHbI GaKTop MOXeT BbiTb MpuymHon BIP:

o Hepaspgenusuwueca 6nmsHelbl (MepBble 2 Hegenm)
o [ByxKaMepHoe cepaLe (8o 34 oHA)
& ANNasuga MexkenynoyYyKoBOM NMeperopoaku (0o 44 OHA)
¢ [JedeKT MexnpencepoHom neperopoakm (oo 55 oHa)
o TlepcucTupoBaHme apTepranbHOro MNpoToKa, KPUMTOPXM3M, MOPOKU pa3BUTUA 3y6oB
(MpPoOoONXKNTENBHOCTb He OrpaHMYeHa 6epeMeHHOCTbIO)
TTIM HeKoTOopbIX MOPOKOB pa3BuUTUNa
OpraHbl Mopok pa3sButua HapyLweHHbIN TTN, po TMpuMeyvyaHusa
N CUCTEMDbI 3Tan pa3BuTud
3aKpblTUe NepedHero KoHua ConpoBoXaaeTca MHBooLMEN
AH3HUEeanmna P . pen H 26 cyT P A H
HepBHOM TPy6KM nepenHero Mo3ra
LLHC
3aKpbITMeE 3a4HErO KOHLA 80% B NOACHMYHO-KPECTLLOBOMN
MuenomMeHunHrouene . 28 cyT
HEepPBHOM TPYOKM obnactu
CpacTtaHue BepxHe-
9 P P 42% co4eTatoTcd
PacLuenvHa BepxHei rybbl YentCTHOro U MeananbHoOro 36 cyT .
C pacLuenmHom Heba
HOCOBOIO OTPOCTKOB
Mo PacwenuHa Heba CpacTaHue HebHbIX OTPOCTKOB 10 Hep,
Pacrnonaratotcs B npenyLUHon
. . 061acTu UK Ha Wee, cnepeau
BpPOHXMOreHHbIN CBULL, 3apalleHune wabepHbIX Lenemn 8 Hef,
OT NMepenHero Kpaga rpyaMHHO-
KHOUYUYHO-COCLLEBUAHOWM MbILULLbI
BTopuyHble MOPOKK PasBUTUSA
dopMupoBaHme
LUHC n nuuyo Linknonus, uebouedanna N 23 cyT nepegHero Mosra
npexopaanbHOM NNAaCTUHKK .
U cpefHen Yyactu nuua
ATpesuna
. BoccTtaHoBneHWe npoceeTa CoyeTaeTca ¢ HenpaBMbHbIM
OBeHaguaTunepcTHom B 7-8 Hep, .
OBeHaALaTUNEePCTHOM KMLLKK npukpenneHmem 6pbixenKkm
KULLKK
KT
MepeMelleHre cpegHen
MpblXka NynoYHoro
KULLKU M3 YKENTOYHOIO MeLLKa 10 Hen
KaHaTuKa
B GPIOLLHYIO MOOCTb
BpacTtaHue noanynoyHom
SKcTpoduma MoyeBoro P Ay
Me3EeHXMMbl B KIT0aKaibHYo 30 cyT
ny3bipsa
MeM6paHy
Mouenonosas . CoyeTaeTca C MoOpoKaMu Pas3BUTUSA
[Byporas MaTka CpactaHne HivkHen Jacti 10 Hep, NPOM3BOAHbIX MIoNEPOBbLIX
cucrema MionnepoBbIX MPOTOKOB
MpPOTOKOB
CpacTtaHue
mMnocnagua 12 Hep,
MOYeMOIOBbIX CKNafoK
TpaHcno3numa PasgeneHue obLiero 24 oyt
MarucTpanbHbIX apTepui apTepuanbHOro cTBona Y
Cepaue
[edeKT MexykenyaouKkoBomn 3aKpbITUE MEXOKENYO0UYKOBOM 6 He
neperopoaKum neperopoaKm A
Bo3HMKHOBEHME YacTo coyeTaeTcs ¢ Apyrumm
KoHeyHocTn Annasna ny4eBomn KOCTU nyyeBow 38 cyT MopoOKaMu pas3BUTUA Npeanieybs
KOCTW M KUCTW C NIy4eBOMN CTOPOHbI
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OedeKkTbl 3apalleHUs HePBHOM TPY6KM

Spina bifida AH3HUedanua

ObycnoeneHa gedeKToM 3apalleHns ObycnoeneHa gedeKToM 3apalleHns
3aHero oraena HepBHOM TPY6KM [53] rnepenHero otaena HepBHOW TPYOKM [59]

SM6puonaTtma no Tuny CUpeHoMenum

O6ycroBneHa HapylleHMeM MopdoreHesa cocynos BPIOLLIHOMO oTaena aopThl [40]



Omdanouene”

B 11-14 Hegenb 6epeMeHHOCTM YacToTa BCTpeYyaeMocCcT oMbarnouene
cocTaBnaeT 1:1000, 4To B 4 pa3a NpeBbILLIaAET

TaKOBYO Y HOBOPOXAEHHbIX.

YacToTa XA (ocobeHHOo TprcoMmin 13 1 18) B aTOT Nepumon
cocTaBnaet 60%, No cpaBHeHMO ¢ 30% BoO |l TpMMecTpe
M1 15% y HOBOPOXXOEHHDbIX.

Ecnw B coctaB oMdanouene BXoaaT TOMIbKO MNETNM KULLEUHUKA,
TO BEPOATHOCTb XA Y Nio4a B 4 pa3a Bbille,

4yeM rNnpm Hann4dmm B rpbd>KeBOM MellKe KULLeYHWKa U neYyeHn.

YacToTa BHYTPUYTPOOHOM rmbenn nioda npu oMbanouene
M HOPMallbHOM KapuoTUMe He OTIMYaeTCsa OT TaKOBOW
Mpu OTCyTCTBUK oMbarouere.

YacTtoTa BCcTpedaeMocTn oMmdanouene n puck Hanuuuma y nnoga XA
NPV 3TOM COCTOSAHUW YBETUUYMBAETCA C BO3PAaCTOM MaTepu

M CHWYKAeTCs Mpu YBeNMUYEeHUM cpoka 6epeMeHHOoCTW. [60, 46]

fononpo3aHuedanusa”

YacToTa BCTpe4YaeMOoCTM rofionposaHuedanim y HOBOPOXKAEHHbIX
cocTtaBnget 1:10000.

XoTga yactom I'Ipl/IL‘Il/IHOl7I FO}'IOI'IpO33HLI,era}'IVIVI ABMAKOTCA XPOMOCOMHbIe
NN reHHble MyTaunMn, B 60MblLUNHCTBE CnydaeB aTnonorng

BO3HMKHOBEHWNA I'OJ'IOI'IpO33HLI,eraJ'IVIVI OCTaéTcAa HeBbIACHEHHOW.

YacToTa BcTpedaeMocTm XA npu rononpo3saHuedanmm coctanaet 30%
(Hanbonee yacTble U3 HUX — TpUcoMmmM 13 1 18).

rononpo3saHuedanng 4acTo codeTaeTca C aHOManMAMM PasBUTUA
CPeAMHHbIX CTRYKTYP nuua.

YacTtoTa XA MoBbILLAETCA TOMbKO Y TeX MMIOA0B, y KOTOPbIX
rofonpo3saHuedanmsa codeTaeTcs C aHOManMaMmM PasBUTUA
OPYTUX CTRPYKTYP, HEXXENN U30NMPOoBaHHasA

UM coYeTaHHaga TOMbKO C aHoManuaMu nuua. [50]
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BapuaHTbl NaToONOrM4ecKom 3agepXXkKu pocra*

XapaKTepUCTUKU

NMepBUYHaga 3apepXKKa pocTa

BTopuuHas 3agep)XKa pocTa

Hayano otctaBaHua B pocTe

O6bI4HO BO BHYTPUYTPOOHOM
nepuopne

O6bIYHO Mocne poXKaeHUs

CKOpPOCTb CO3peBaHus
KOCTHOM TKaHM

PasnunyHag, HO Yalle HopMasibHaga

O6bl4YHO 3aMeaieHHad

COI‘IyTCTBy}OLLI,l/Ie aHOManmMmn

YacTo

PefKo (KpoMe Tex, KoTopble
BbI3bIBatOT 3a0€PXKKY POCTa)

HenponopuWoHanbHoe
TenocrnoxeHue

YacTo

PenKo (3a UCKTtOYEeHMEM paxmTa)

O6blYHblEe MPUYMHDI

XA, MOHOTeHHble 6one3Hu
(B TOM Umcne xoHaopogmcniasnm),
60Me3HU C HEeM3BECTHOM 3TMOoMormen

CpepoBble daKTopbl,

60ne3HUN BHYTPEHHUX OPraHoB
(B 4ACTHOCTW »Kené3 BHyTpeHHeM
cekpeuunn),

HapylLleHne obMeHa BeLLEeCTB,
XpoHUYecKme MHbeKLUnn

JleyeHune

He pa3paboTaHo**

JledyeHMe OCHOBHOIO COCTOAHUSA

* — He BKJ/ItoYeHbl 6onesHu, 3aaepmBatoLLe pa3BUTHeE No4a B paHHEM BHYTPUYTPOOHOM nepuoae
(MHPeKuMn, deTanbHbIM ankoronbHbIM cHOpoM (PAC), Tpmcomma 18 1 opyrue)
** — PEeKOMOUHAHTHbIM YenoBeYeCcKMi COMaTOTPOMHbIN ropMoH (CTT) MCMONb3YHOT NpK cuHOpoMax TepHepa, Mpagepa-Bunnm, HyHaH,
MOMONaTUYECKOM HU3KOPOCTOCTU M HU3KOPOCOCTU Y AIETEN C BHYTPUYTPOOHOM 3a0ePXKKOM Pa3BUTUA, HE HOpManmn3ytoLLenca
K ABYX/1ETHEMY BO3pacTy. [1pW apTporpmnose NpoBoaaT OnepaTUBHOE YATMHEHNE KOHEYHOCTEN.

leHeTUKa yMcTBeHHOM oTcTtanoctn

MpuunHa

MpUYnHbDbI yMCTBeHHOVI OTCTaJIOCTU

XpoMOoCOMHble BonesHn

ManbdopMaLMoHHble
CUHOPOMBbI

13BeCTHble
MOHOreHHble 6onesHu

[MopPOKM Pa3BUTUSA
ro/TIOBHOMO MO3ra

HeOooHOLWEHHOCTb

YacTtoTa, % MpuynHa YacTtoTa, %

4-28 TepaToreHHoe BO3OenCcTBME 5-13
KynbTypHO-ceMenHasa

3-7 ynetyp . 3-12
YMCTBEHHaqa OTCTanocCTb
HoBble ManonsydyeHHble

39 Y 1-5
3aboneBaHM4a
BpoxxgeHHble

717 POXA 1-5
HapyLlleHnsa obMeHa BellecTB

2-10 HewnsBecTHble 30-50

* — popMa yMCTBEHHOW OTCTaNOCTH, MPU KOTOPOM OAMH 1 6onee poaCcTBEHHMKOB CTPAAAoT YMCTBEHHOM OTCTaNIOCTbio
(B OTCYTCTBME M3BECTHbBIX MPUYNH U 63 MPU3HAKOB MOHOMEHHOIo HacneaoBaHMA).
B 6eaHbix ceMbax 60/1e3Hb 06bIYHO MPOTEKAET TAXKeee.



CnuncoK coKpalleHum

25-XK®d-(OH) 25-ruppokcmxonekanbumdepon

BIrkKH BpOXOEHHaa rmnepnnasmsg Kopbl HaAMOYEeYHMKOB
BAocCn BPOXAOEHHOE OBYCTOPOHHEE OTCYTCTBME CEMSABbBIHOCSLLLENO MPOTOKA
BIP BPOXXOEHHbIM MOPOK Pa3BUTUA

roA runepdeHunanaHuHeMmm

AMXXnN nedeKT Mexkenygo4yKoBOM NeperopoaKm

aMnn nedeKT MexxnpeacepaHom Neperopogkm

acT ancnnasmg coeguHUTENbHOM TKaHM

3NMP 3a4epyKKa NCUXOMOTOPHOIo Pa3BUTUA

nnHN NNMONPOTENHbBI HU3KOW MAOTHOCTM

MAP Marsag aHoManma pasBuTms

MB MYKOBUCLIMO03

MMP MHOXXECTBEHHbIM MOPOK Pa3BUTUSA

HHCT HacneacTBeHHble HapyLLeHMs COeaHUTENNbHOM TKaHM
OA 0BCTPYKTUBHAA a300cnepMmns

CMA CMWHanbHaga MbllevyHas aTpodusa

CTr COMaTOTPOMHbIN FOPMOH

TTn TepaToreHHbIM TEPMUHALMOHHbBIN Mepuos,

DAC deTanbHbIN anKOrofbHbIN CUHAPOM

DKY deHUnKeToHypUa

XA XPOMOCOMHbIe aHOManunm

XKD xonekanbumdbepon

XC XONnecTepuH

XObJ XpPOHMYeckas 06CTPYKTMBHaA 601e3Hb Nerkmx
BH2 amrugpobuonTepuH

BH4 TeTparnapobronTepuH
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CnoBapb

A6eppauus OTK/TOHEHME B CTPOEHUN 1 GYHKLMM OT TUMNYHOM HOPMbI
AMUHoOaumponaTms HapyLLeHne obMeHa aMUHOKUCOT
AH3HUedanua MOPOK Pa3BUTUA OTOENOB NepenHero Mosra

MnepdeHnnanaHMHeMumn

rpynna 3a6onesaHni,
MPU KOTOPbIX MOBbILLIAETCA YpoBeHb peHWnanaHmnHa B KPOoBU

Mnocnapusa

MOPOK Pas3BnNTNA MOYenoI0BOM CUCTEMbI y,u,eTelZ,
MpPW KOTOPOM Hapy>xXHOe OTBepPCTNEe MOYeNCNyCKaTeNlbHOIro KaHana
CMellaeTCqd OTHOCUTETbHO CBOEIro HOPMasilbHOro aHaTOMUYECKOro nosioxkeHna

FfononposaHuedanusa

MOPOK Pa3BNTNA FOJTOBHOIO MO3ra, NP KOTOPOM OTCYTCTBYeET
pasfneneHmne KoHe4YHOoro Mo3ra Ha rnonylapua, B pe3ysibrate 4ero
OH npencrtaBssieH rlonycd)epoﬁl C eANHCTBEHHbIM XeJly4O4YKOM,
cBOOOAHO coobLatoWLMMes ¢ cy6aanH0|/|,l:|,an bHbIM MPOCTPAaHCTBOM

AunsocTos

HapylweHne pa3sBnNTNA N OKOCTEHEHNA KOCTel ckeneTa

AucreHe3ua roHap,

HapyLlleHne GoPMUPOBaHUS MOMOBOM XKesesbl,
npwv KOTOPOM HOPMaribHas TKaHb 3aMeLLaeTca Ha HedyHKLMOHANbHYO

UHBonouua aTpoduma nnu obpatHoe pas3BUTHE opraHa
UCTUHHBIN OBOTECTUKYNSPHOE HapyLleHne guddepeHLMpPOBKN NONa,
repmadppoanTUsM nMpwv KOTOPOM MMetoTcs 06a T1Ma roHag, M MOMOBbIE OPraHbl MPOMEXYTOYHOro THMNa
KanunnspHasa 0oOpoKayecTBEHHasA OMNyXosb,
reMaHrmoma pasBMBaOLLLASACA M3 FTUMepriasnpoBaHHOro 3HO0TeNNA COCYN0B
KpaHuoTtabec pasMardyeHme n NCToOHYeHne KocTen Yepena

aHOMannga PasBnTUA, CBA3aHHad C HapylwleHMeM npouecca ornyckaHmd
KpunTtopxusm

AnHeK B MOLLIOHKY

BPOXOEHHbIM MOPOK Pa3BUTUS,
JNNapuHromansaumsa P poK P

MNP KOTOPOM TKaHU ropTaHM Hal royloCoOBbIMU CBA3KaMW pasMAryeHbl

MeKOoHUuanbHbIN uneyc

3aMofiHeHWe AUCTanbHbIX OTOENO0B TOHKOW KULLIKM nepBoOpPOLHbIM Kas/ioM

BPOXOEHHAA NaTonorus, npm KOTOpOl;1 Ye/TIoCTHadA KOCTb HeOpa3BUTa

MukporHaTtusa .
¥ 0fHa YentCTb MeHbLLIe ApYyrom
BPOXOEHHbIN MOPOK PasBUTUS I11a3a, MPY KOTOPOM OAHO UK 06a rma3sHbix A6/10Ka
MukpodTanbmusa
YMEHbLLUEHbI B pa3mepe
Ho3onorusa yyeHue o0 6oNe3HaX U X Knaccubmkaumm
O6CTPYKTUBHas OTCYTCTBME CMEPMaTO30MA0B BC1EeACTBME HEMPOXOANMOCTHU
asoocnepmusa CeMSABbIHOCALLMX MPOTOKOB
Omdanouene aHOManma PasBUTUS, NPU KOTOPOM MPOUCXOOUT BbINAYMBaHME OPraHOB 6PIOLWHOM
MOMOCTU, YKPbITbIX BUCLLePabHOM 6PIOLWMHOM, CKBO3b MepefHIo0 BPIOLLHYKO CTEHKY
3aMefleHHOe 06paTHOE PasBUTME KaKOro-1Mbo opraHa,
MepcuctupoBaHue
B HOpMe nofBepratoLlerocs atpodum
Mro3 onyLleHne BEpPXHero Beka oT efBa BUAMMOro A0 MOMTHOIO 3aKPbITUS Ma3HOoM LLenmn




MunopocTteHos

aHOManmMa pPasBUTUA Xenyaka, npm KOTOpOl;I MnponNcxoaunT yTonueHne 1 yrsiotTHeHune
LUNPKYNAPHOIO MbllLIe4YHOro C/iod nMnopmny4eCcKoro otaena xenynka,
YTO aBndeTCq I'IpVIL'IVIHOlh ero HenpoxoamMocTm

CMeLUaHHbIN
roHagHbI¥ gUcCreHes

HapylweHune D,Md)d)epeHLLMpOBKM nona npm Hanndmm B opraHamMe OByx KINNOHOB KJ1€TOK C
Pa3HbIM Ha60pOM MOSTI0BbIX XPOMOCOM

Crpupop

CBUCTdLlee LyMHOe OblXaHne, o6ycr|osr|eH Hoe Typ6y]'leHTH bIM BO34YLLUHbIM MOTOKOM
B OblXaTeNbHbIX MYyTAX

TepaToreHHbIN paKTOp

OUBNYECKNI, XUMUYECKU (B TOM YMCe NEeKapCTBEHHbIW nMpenapar)
M BUOMOrMYECKM M areHT, MPUBOAALLMN K BO3SHUKHOBEHMWIO
MopdOonorMyecKmMx aHoManm 1 NOPOKOB Pa3BUTNA

rpynna 3abonesaHuni,

deHunnkeToHypUsa
CBA3aHHaga Cc HapyLlleHeM obMeHa aMUHOKUCNOTbl deHunanaHmHa
DPREKCOpHOE cneundmryeckoe NOMOXKEeHME KUCTU: Mablibl CXKaTbl B KyfaK, HO MU3UHEL, 1 yKa3aTenbHbIM
nono»(ezue naney, npu 3ToM pacronaratoTca NoBepx cpeaHero 1 6e3biIMaHHOro (0bycnoBneHHo
MOBbILLIEHHbIM TOHYCOM MblLWL-CribaTenen)
BIMP nuvua, Npyv KOTOPOM YMEHbLLUAETCa MONOCTb HOCA, OTCYTCTBYET HOCOBas MeperopoakKa,
Lle6ouedanusa P POMYy 4 4 perop

YMeHbLIaeTCA PacCToAHMe MeXxay rMa3aMnm

3BeHTpauunsa amadpparmbl

naononatTnyeckada pernakcaung ,El,l/la(bpaI'MbI

AkcTpodua
MoueBoro ny3bips

BPOXXOEHHOE OTCYTCTBME nepefHen CTeHKM MOYeBOro My3blipa 1M COOTBETCTBYIOLLEN el
YacTy BGPIOLLIHOW CTEHKM C BbIBOPOTOM (HBEpCKHEM) 3aaHeN CTEHKMN
MOYeBOro My3blipsa Yepe3 obpa3oBaBLIeecs OTBepCTME

ANUKaHT

UacTb CKMMadKM BEPXHEro BeKa y BHYTPEHHEro yria rMasa, B 60Mbluel v MeHblewn
cTeneHu NpUKpbIBatoLLas CnesHbli Byropok

Cubitus valgus

,El,edDOpMaLI,VIF!, npum KOTOpOl;I npennneydbe OTKIIOHEHO OT Tesla nog yriom
B 6onbluen cTeneHun, 4em O6bILIHO, npwv NOJIHOM pa3rm6aHMM
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