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K.M.H., oou. bapgeukasn A.B.



[TlaToreHe3 HacneAacTBeHHbIX OOfe3HEeNn

B pe3ynbraTte myTauum odbpasyeTtcs
aHoMaJs1bHbIU 2eH C U 3ME@HEeHHbLIM KO1OM.

1 1 Peanu3auunsa 4encTtBuA aHOManbHOro
reHa — 3aBepLualoLlee 3BeHO naTtoreHesa
HacneacTBeHHbIX OonesHeun.

| 5~Paznnuyarom mpu OCHOBHbLIX Mymu
peasniuzayuu deucmeusi aHoMasibHO20
2eHa, obpa3oeasuweaocsi eacsiedcmeaue
Mymauuu.



Peanusauunsa gnpencreBms aHoOMaribHoOro
reHa

[lepebiu nymb: aHOMasnbHbIU FeH,
yTpaTUBLUUU KOO CUHTE3a CTPYKTYPHOIro nunu

dyHKLMOHANbLHO BaXHOro denka

» npekpaweHue cMHTe3a
nHpopmaumnoHHon PHK» npekpawieHme

CUHTe3a benkaP HapyLwieHune
XnsHepnesastTenbHOCTU P>

HacsieocmeeHHast 60os1e3Hb.




bone3Hu, BoO3HMKaloLue no nepBomMy
NnaToreHeTu4eCKomMy BapumuaHTy

e TMNOAl b6yMVIH9MVIFI — | Konn4yecTtBa anbLOyMMHOB B

KpOBW, YTO NpeApacnosiaraeT K NacTO3HOCTH, HacneayeTcs
KaK ayTOCOMHO-peL,eCCUBHbIN MPU3HaK;

e TIMNOMONOPUHOreHEMUSA — | konuvecTBa
dondbpuHOreHa B KpOBU, YTO BeAET K HAPYLUEHUIO
cBepTbiBaHUA KPOBU N KPOBOTOYNBOCTU, HaclrieaoyeTcHd no
ayTOCOMHO-peLecCUBHOMY TUNY;

e a-, FTMNOraMmmMarrooOyfiMHeMNA — U konuvecTsa y-
rmobyriuHOB, CHUXXEeHUe Pe3NCTEeHTHOCTU K OaKTepuanbHbIM
UHdeKunaMm, HacnenoBaHue peLeccuBHoOe, cuensieHHoe ¢ X-
XpomMocomoun 1 ap.



e [lanbLTOHU3M (LiBETOBAas cfenota) — HeCNMOoCOOHOCTb
pa3nimvyaTtb KpacHbIU U 3eSf1IeHbIN UBeT, KpaCHbIU U
CUHWUN UK CUHUN U 3eneHbIn. CuenneHHoe ¢ X-
XPOMOCOMOM.

 MyTauusa B reHax, Kogupyrowmx chotopeLenTopbl,
BbI3bIBalOT HapyLuleHne BOCNpPUATUA LuBeTa.

B HacToSsLee BpemMA AaJlibTOHU3M HEU3JIe4YNM.

 OOHakKo pa3pabomaHa mexHoJs102Usl Jie4YeHUs
daJibmoHU3Ma 3a cHem eHeOpPeHUSs 8 KJliemKu
cemyamku Hedocmarouw,ux 2eHo8 ¢ MNoMoulbHo
Memoooe8 2eHHOU UH)XeHepuu ¢ UcrnoJsib308aHUeM 8
Kayecmee eeKmopa eUpyCHbIX Yacmuuy,.

e B 2009r. B Nature nosaBunacb nyonukaumsa o6
yCrneLwwHOM UCNbITaHUUN 3TON TEXHOSTIONMM Ha
o006e3bAHaX, MHOIrMe U3 KOTOpPbIX OT NPUpPOAbLI NSI0XO0



MHorue nrogm c
HapyLueHuem
LBETOBOCNPUATUA
He YyBUOAT Ha
3TOM
N300paxxeHnun

4yunucrno

INMooun c
NnpoTaHonMeun He
yBUOAT uncna 37

NMooun
C AeuTepaHonuewu
He yBUAAT Yyucna
49, npunyem undpy
9 MOryT He
yBuUaeTb gaxe
nogu c
HOPManbHbIM
3peHuem

Jloan c
TPUTaHOMNMUEN
He yBUOAT

yucna



 [emohunusa nosaBnseTcAa n3-za U3MeHeHUs oAHOro reHa
B XpomMocome X. PasnuyaroTt Tpu Tuna remodpounum (A, B,
C).

 l[emodunua A (peueccmBHasa MmytTauusa B X-XpomMocome)
Bbi3BaHa reHeTU4YeCKUM AedeKToM, OTCYTCTBMEM B KPOBU
Heobxoaumoro 6ernka — Tak Ha3biBaemoro cdakropa Vili
(aHTUremocpmnsHoro rmobynuHa). Takag remodpunus
cYMTaeTCH KInaccU4eCKOU, OHa BCTpeYvaeTcs Hanbdornee
4yacTo, Y 80-85 % bonbHbIX reMmodunuen. Tsaxenbie
KPpOBOTEYEHUA NPU TpaBMax U onepaumax HadnogarTcA
npu ypoBHe VIl ¢pakTopa — 5-20 %.

 lemodunusa B Bbi3BaHa Ae(PeKTHbIM (paKToOpoOM KpoBMH IX
(peueccuBHas MyTauus B X-xpomocome). HapyweHo
obpa3oBaHue BTOPUYHOU KoarynsiMoOHHON NPOOKMU.

 l[emodumnua C BbizBaHa aedeKTHbIM (pakTopom KpoBu XI
(ayTocomHas peueccuBHas myTauus), uUaBecTHa B
OCHOBHOM Y eBpeeB-allkeHa30B. B HacTosiwee Bpems
remocounua C ncknroyeHa us knaccunpumkaumm, T.K. ee

KIMIALLIAUQCUIZAOD MNRACDINMALII/ZCG 2L029UMTANLLIS A TRIAU2AIATCCG AT




* femodunus - cBsizaHHOE C HapyLUeHneMm
Koarynsauum (npoueccomM cBepTbiBaHUS KPOBU).

 [Npu 3TOM 3a60N€eBaHUN BO3HUKAOT KPOBOUINUAHUSA B
CyCTaBbl, MbiLlLbl U BHYTPEHHME OpPraHbl, Kak
CMOHTaHHbIE, TaK U B pe3ynkraTe TPpaBMbl UMK
XUPYPru4eckoro BMeLlaTenbLCTBa.

* [Tpn remohbunumn pe3Kko Bo3pactaeT ONacHOCTb rmbenu
nauueHTa oT KPOBOU3INUAHUA B MO3r U gpyrue
XXN3HEHHO BaXXHble OpraHbl, Aa)xe npwu
He3HaYnTesribHOU TpaBMe.

 bonbHbIe ¢ TAXEnon chopmoun remohunumn
noaBepraroTcAa MHBanugusauum Bcrieacreue 4YacTtbIX
KPOBOU3NMIUAHUN B CYCTaBbl (reMapTpoO3bl) U
MbilleYHble TKaHU (reMmaToMbl).

 [eMOonnNna oTHOCUTCA K reMopparm4eckum guartesam,
00yCnoOBMEeHHbIM HapyLleHneM ns1a3mMeHHOro 3BeHa
remocTa3sa (KoarynonaTtus).



Oone3Hb Ha CerogHsALHUN
AeHb Hen3neymma

OObI4YHO DONne3HbLI0 CTPaJalrT MYXKYUHbI (HacregoBaHue,
cuenfieHHOoe C NOJIOM), XXeHLUHbI XKe BbICTYNarT KakK
HOoCcUTenbHUUbI reModunnumn, KOTopble caMu em 00bIYHO
He OOnerT, HO MOTryT POAUTbL OOJNIbHbLIX CbIHOBEU UIU
aoyepen-HocuTenbHUU,.




Peanusauunsa nencreus
aHOMarbLHOro reHa

Bmopou nymb aHOMasrbHbIU FeH,
yTpaTUBLUMUN KOA4 HOPMaANbHON NporpaMmmbl
CUHTe3a hepmeHTa P> npekpaweHue
CUHTe3a nHpopmaumoHHou PHK »
npeKkpaweHue cuHte3a pepmeHTa »
HapyLweHUue XusHegeAaTenbHOCTU P

HacsiedcmeeHHasi 6os1e3Hb.




bone3Hun, BO3HUKaroLWwue no BTOPOMY
naToreHeTU4YeCKOMY NyTU

e PeHUNKETOHYPUSA — Hanbornee yactaa oopma
BO3HUKAaET B pe3yJibTaTte MyTauum CTPYKTYPHOro
reHa, kKogupyrouiero 6MocuHTe3
gheHunanaHuHauopokcunasbl. PepmMeHT
OTCYTCTBYET B Ne4YeHU, YTo OnokupyeTt
npeBpawieHne peHnnanaHMHa B TUPO3UH.
KoHueHTpauusn doeHnnanaHmMHa B KPOBM nocne
poXOeHUs pe3Ko NoBblllaeTcs. Bbicokas
KOHUeHmpauusi gpeHunasnaHuHa obycrioesiusaem
MOKcU4YecKoe rnopaxeHue Mo32a, MOCKOJIbKY
uHa2ubupyemcs mpaHiopm aMUHOKucJsiom 8
HeUpoOHbI P P pPa3BUBXTCA UONOTUS.




 MposiBnsieTcs B BUAE HapyLUeHUs
YMCTBEHHOIo pa3Butus, edeKToM HEPBHOM
CUCTEMbl Y HOBOPOXAEHHbIX.

e 9TO 3aboneBaHMe yCnewHo nevYnTcsa
cneuvanbHO NoAoOpaHHON ANETOU C HUSKUM
coaepxaHmem dpeHunanaHuHa.

e OTKpbITUE PEHUNKETOHYPUU CBA3LIBAIOT C
UMEeHeM HopBeXcKoro spavya UBapa AcobepHa
denuHra, onucaswero B 1934 roay
runepdeHunanaHMHeMuio,
accouMNPOBaHHYIO C 3a4€ePXXKOU
YMCTBEHHOIro pa3BUTUA.






* AnbOUHU3M. NpnunHa — Hedocmamok
depmeHma mupo3uHa3bl 8 MeJ1aHouumax —
KreTkax, CUHTe3UPYHOLNX MUTMEHT MeJIaHWUH.
[Mpu oTCyTCTBMN MernaHnHa KoXxa npuoopeTtaet
MONOYHO-0ernbIn LBeT C benecbIM
OoBOJIOCeHueM, HabnaaeTcsa CBeTODOA3Hb,
CHUXXeHUe OCTPOTbI 3PEHUS.

* AnNbONHU3M - HapyLLeHUe aMUHOKUCIIOTHOIO
MeTabonusma. BpoxpeHHoe oTcyTcTBUE
NMUrMeHTa KOXU, BONOC, paay>XHOU U MUTMEHTHOMW
obonoyek rrnasa.

 OHU NMEeIOT NOBLILWEHHYK YYBCTBUTENbHOCTD K
COJTHEYHOMY CBEeTY, KOTOPbIW BbI3bIBaeT y HUX
BOCNanuTtenbHble 3a00nNeBaHNA KOXMW.




© OPYPOSIm.



Peanusauuna nencreBus
aHOMalNnbHOIo reHa

e [pemuu nymb => aHOMalnbHbIU reH
C nNaTonornyecKkum Kogoom p
CUHTE3 NnaTosfiorm4eckom
nHdopmaumoHHon PHK » cuHTes
naTtonornyeckoro oenka
P HapylweHUueXxn3HegeAaATenbHOCTHU
» HacrieocmeeHHasi 60J1e3Hb.



e CeprnosudHoO-K/1IemoYyHasi aHemusi [~ cunmes

namoJsio2u4yecko20 S-2eMo2s106uHa,
omiu4arouje2ocsi om HopmasibHo20 Hb mem,
ymo 8 6-M nosioxkeHUU B-nosaunenmuoHoOU yenu
Hb emecmo a2r1romamMuHo8oU Kucsiomabl

Haxodumcs easiud =

* MOJIeKYJIbl S-2emMo2s106uHa cmaHo8sImcs
3/IeKmpoHeuUmpasibHbIMU U Jie2Ko obpa3syrom
KOMIJieKcbl, 0OCOBGEHHO rnpu Hexeamke
Kucsiopooa;

° 3Mu KoMnsieKkcbl (makmouodsbi) deghopmMupyrom
apumpouyumal, Komopbie ecrsiedcmeue 3Mmo2o
rnpuoopemarom ceproesuoHyro hopMy U J1e2Ko
rnoodeepz2aromcsi 2eMoJsiu3y.



HopmanbHble U aechopMUpoBaHHbIE
3pUTPOLUNTLI B KPOBU YerioBeKa
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MykoBucumngos

e Kucto3subin pnbpo3 aBnsercsa ogHNM U3 caMbIX
pacnpocTpaHeHHbIX MOHOreHHbIX 3aborneBaHun B
EBpone (1 Ha 2500 HOBOpPOXAEeHHbIX). HacnepyeTcs

Nno ayToOCOMHO-peLecCnBHOMyY TUny.

 MyKkoB/UCLMAO3 - 3TO CUCTEMHOE HacneacTBeHHOe
3aboneBaHue, oOycrnoBrieHHOe MyTauuen reHa
TpaHCMeMOpaHHOro perynsaTopa MykoBMcLuuaosa v
XapaKTepusyrLieecsi NopaKeHMeMm xerie3 BHeLWHeN
ceKkpeuunmn, TAXKENbIMU HapPYLLEeHNAMU PYHKLUN
OpraHoB AbIXaHUA U Xenyao4YHO-KULWEYHOoro
TpakTa.




[MaTonormn4yeckum reH nokanusyeTcs B cepeiMHe
ANMHHOTO nrievya 7-i XpOMOCOMBbI.

Ecnu 06a poantens retepo3mnroTHbl, TO PUCK
OXXOEHUA OONbHOro MyKOBMCLMAO30M pebeHka
cocTaBnseT 25 %. [To AaHHbIM UCcrneaoBaHUN
YacToTa reTepo3MroTHOro HOCUTenbCTBA
naTonornyeckoro reHa pasHa 2—5 %.

CnepncrBmem MmyTauumm reHa siBnseTcs HapyLieHue
CTPYKTYpbI U PYHKUNK Oenka, nory4ymBLUEro
Ha3BaHUe MyKOBUCLUMUAOO3HOro TpaHCMeMOpaHHOro
perynatopa nposogumoctu (MBTTI).

CnepcTBMeM 3TOro ABMAETCSA CrylleHue CeKpeToB
)Kerne3 BHELWHeN cekpeuunn, 3aTpyaHeHue aBakyauum
ceKkpeTa u U3aMeHeHue ero pu3nKo-XMMMn4ecKknx
CBOMWCTB, YTO, B CBOIO oqege.qb, n obycnaBnuBaeT
KIMHNYECKYI0 KapTUHY 3a00neBaHuUsA.



MykoBMCUMO03 UMEeT ayTOCOMHO-PeLeCCUBHbIN TUN
HacneaoBaHUA

MaTtb-
HOoCUTEenbHUUAa

OTeu-
HOcCUTEernb
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3400poBbin Hocutenu (retepo3uroTbl) BonbHoON
25% 50% 25%



IV.

N3meHeHUns B nogXernyao4yHOM Xerese, opraHax
AbIXaHUS, XXenyao4HO-KULLEeYHOM TpaKTe
pPerucTpupyroTcs yxe BO BHYyTPUYTPOOHOM nepuoae n c
BO3pacTOM nauueHTa HeYKIroHHO HapacTatoT.

BbiaeneHue BA3KOro cekpeta 3K30KPUHHbIMU
Xenesamu NnpUBOAUT K 3aTPYyAHEHUIO OTTOKA U 3aCTOKO C
nocneayrwowmm pacliMpeHneM BbIBOAHbIX MPOTOKOB
Xernes, atpoduren xerne3mctom TKaHN N pa3BUTUEM
nporpeccupyrouiero chmbpoaza.

AKTUBHOCTb (hepMeHTOB KMLLUeYHMKA U NOAXKeNyA04YHOU
Xere3bl 3HAYUTENbHO CHMXEHa.

Hapsaay c ¢popmupoBaHmem ckneposa B opraHax umeeTt
MeCTO HapyuweHue yHKummn cpnbpobnacrTos.
YcTtaHoBneHo, 4YTo hubpobnacTbl OONbHBLIX
MYKOBUCLIMA030M NMPOAYLUPYIOT LUMapHbIN (hakTop,
unn M-cbakTop, KOTOpbIN 00NagaeT aHTULUNNAPHOMN
aKTUBHOCTbIO — OH HapyLwlaeT paboTy peCHU4YeK
aanuTenus.




e MMporHo3 npu MyKoBucLMao03e A0 HAaCTOSALLEero
BPeMeHM OCTaeTcA CepbE3HbIM.

e JlemanbHocmb cocmasJsisiem 50—60 %, cpedu
demeli paHHe20 eo3pacma — ebilule.

e NMo3gHAA AMarHocTuKa 3aborieBaHuA U
HeageKBaTHaA Tepanua 3HaYNTENbHO yXyallakoT
NMPOrHos3.

B HacTosiLee BpeMAa BO3MOXHa ANAarHOCTUKa
AAaHHOro 3aboneBaHNA Ha paHHUX CPOKax
bepemeHHOCTU, N0O3TOMY OonbLUOEe 3HaYeHUue
npuoobpeTaeT MegUKo-reHeTu4eckoe
KOHCYNbLTUPOBaHMe ceMen, B KOTOPbIX eCTb
OONbHble MYKOBUCLNOO30OM.



Mykosucyudos
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Cystic fibrosis is a
hereditary disorder
\ characterized by lung
congestion and infection

Organs affected

by cystic fibrosis : ) Normal airway Ajirweay lined s
) Airwway wall with a thin layer

of mucus

Sinuses:
smusitis (infectSon)

Lungs: thick, sticky
mucus builldup . bacternal
infection, and

widened airways

Skin: sweat
giands produce
salty sweat.

Liver: blocked
bDliary ducts

Aidrway with Thick, sticky \
cystic fibrosis mucus blocks

Pancreas:
blocked
pancreatic ducts —

Iintestines:
cannot fully
absorb nutrients

Reproductive
organs:

{male and female)
complicatons




CumnTom 6apabaHHbIX Nano4vyek U YacoBbIX CTEKON Npu

MYKOBUCLMNA03€.



XpOMOCOMHbLIEe OOSIe3HMU

fBnaoTcAa ocodbiMm BUOAOM HacrnencTBeHHOM
naToryiormy, CBA3aHHOMU C NOBpPEXAEeHNeM Ux
CTPYKTYPbI (XPOMOCOMHbLIMU MyTaLUAMUN) UNN
HapyLwleHueM UX KonmyecTtea (reHOMHbIe MyTaLUMn).

HHICmpyKkmypHble aHoMasiuu XpoMOCOM
ecmpeyaromcsi pexxke u ob6bI4HO rpuesoosim K 6osiee
mspKesibIM (60sIbWUHCMEB0 cMepmersibHbl), Mo
CpasHeHUIo € KoJslu4ecmeeHHbIMU U3MeHeHUsIMU
XPOMOCOM, 1ocsiedcmeusim.

MyTauum B rameTax NpuBOAAT K pa3Butuio NOJIHbIX
bpOpPM XpoMOCOMHBIX BonesHemn, Koraa U3MeHeHUs

KapuoTuna BbISIBNAIOTCA BO BCEX KJleTKax opraHmM3ma.
MyTauum B coMaTUYECKMUX KNeTKax Ha paHHMUX 3Tanax

aMOpuoreHesa nNpMBOAAT K pa3BUTUIO MOo3auyu3ma:
4YacTb KJ1IETOK OpraHM3ama nmeeTt HopMaJsibHbIW
KapuoTtun, a gpyras 4actb — aHOMarbHbIW.




Ocob6eHHOCTUN TeYeHUS N NPOSABIIEHUSA XPOMOCOMHbIX
oone3Heun

e OOwmm ana Bcex hopmMm XPOMOCOMHbLIX DOrie3Hen ABNAETCA
MHOXeCTBEHHOCTb NMOopaXeHUus: YepenHo-nuueBbie agucMmopduu,
BPOXAEHHbIe NOPOKN Pa3BUTUA BHYTPEHHUX OPraHoB,
3amMensieHue pocTa n pa3BUTUSA, 3aZepPXKKa NCUXNYECKOro
pa3Butus. Npu XxpoMocoMHbIX 6one3HAX Habnagaetcsa ot 30 go
80 pa3finyHbIX OTKITIOHEHUU OT HOPMbI, KacaroLMNXCA
¢hn3n4yeckoro n NCUXM4ECKOro pasBUTUSA.

 KnuHunyeckoe conocraBrieHUe MOMHbLIX U MO3anyHbIX (hopm
NnokKa3blBaeT, YTO MO3au4Hbie hopMbI MPOTEKAaKT ferye, 4YTo
00BLACHAETCA NPUCYTCTBUEM HOPMaNbHbIX KIETOK, YaCTUYHO
KOMMEeHCUPYHLLUNX reHHbIU ancbanaHc abbepaHTHbLIX hopMm.

e AyTOCOMHbLIEe DONEe3HU NPoTeKarT TAXenee, YeM aHOManmMm no
NoOsIOBbIM XPOMOCOMaM. OTO CBA3aHO C pa3fiM4yHOM
reHOTUNN4YeCKON aKTUBHOCTbLIO XPOMOCOM: Y-XpOMOCOMaA HeceT
Marsrio reHoB, a ogHa U3 X-XpoOMOCOM Y XeHL4UH HaxoanTcA B
HEeaKTUBHOM COCTOSIHUM.

lNMposBneHna ogHNX U Tex e PopM XPOMOCOMHLIX Oone3Hen
CUNbHO BapbUPYKOT: OT fetaribHoro acphekra Ao
He3Ha4YnTesIbHbIX OTKSIOHEHUMN.



e CuHpgpom ,El,éyHa (Tpcomud no 21 xpomocome ) — ogHa u3
doopmM reHOMHOM NaToONIOruK, NP KOTOPOMU YaLle BCero
KapuoTtun npeacrtaBrieH 47 XpoMmocoMmaM BMeCTO
HOpPManbHbIX 46, MTOCKONbKY XPOMOCOMbI 21-U naps.bil,
BMeCTO HOpMarlibHbIX ABYX, NpeAacTaBlfieHbl TpeMs
Konuamu.

e CywecTtByeT ewie aABe popmMbl AAHHOIo CMHAPOMA:
TpaHCNoKaunsa XpoOMOCOMbI 21 Ha Apyrne XpoMocoMmbi|
(4awe Ha 15, pexe Ha 14, ewié pexe Ha 22 n Y-XpOMOCOMY) —
4 % cny4vaeB, U MO3aU4YHbIN BapuaHT cuHapoma — 5 %.

e CnHapoOM nony4usn Ha3BaHMe B YeCTb aHIMIMMCKOro Bpayva
IOxxoHa [ayHa (John Down), BniepBble onucaBLlero ero B 1866

roay.

e CBA3b MeXxAay NPoucxoXxaeHnem BpoXXaAeHHOro CMHApoma u
U3MeHeHneM KonmyectBa XpoMoOCOM Obiria BbISiBfieHa
TONLKO B 1959 ronv cboaHuvackum reHetunkom Xenomom



bonesHb [layHa

Bonesns [layHa — XxpoMOCOMHas
dopma naronorum; BCTrpevyaercs
¢ yacrortom 1:700—1:800

BonsHOM 9 ner

bonbHas 14 ner
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[pucomubii BapHanT (~95% TRAHCAOKAURON I
BCex 60NbHbIX) Bapuant (~4%)

Mo3anyHbiit BapuaHT (~1%) = HOpManbHOE KOAMYECTBO KNETOK/TPUCOMHBIE KNETKM
(4em MeHbLUe 3TO COOTHOWEHUE, TeM Donee BuipaXeH cuHapom flayHa)




OCcHOBNBIC NDOKBNSHWR CHHAPOMS nayaa

“Brotasamme | «AWarHos Ha nuue»: | t s >
| B DUBNHECKOM ; « HeBOMbLIAs FON0Ba CO CKO- | F

pasBUTUN, LLIEHHBIM 3aTbIIKOM
| HA3KWA POCT | » KOCBI€ MNa3HbIe Lenm
AT ST TR TR T -{ AMNKGHT nonepeqﬂag
- OtcrasaHue .« ManeHbkne aedopmMnupoBaH- «0B6e3bAHBA» )
nanblsl, UCKPUB- 1 B NCYXMYECKOM |  Hbie yilu : cknaaka
; pPassuTun, | » NONYOTKPLITHIA POT C BBICTY- |

NEeHHbIV MU3KnHeL, ; ,
npwu GoneaHu cna6oymwe i rlaiou.xem  HWXKHe senwocTeio |

.D,ayua 1 Pasnoo6pa3nb|e NMOpPoOKW pasenTns

~ | «NOpOKM cepaua (4acrtol)

» AedeKTbl Xenyao4yHO-KMWe4YHOro Tpakra
« MOPOKMN pasaumq l'lO'-leK " Moqesux nyren

e — o — g e

.)31".'.‘

KopoTtkue

CKJ‘IOHHOCTb K VIHCbeKUMOHHbIM
LM onyxonessim 3abonesaHuam
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BozpacT Puck
POXEHUUbI . cCUHAPOMa
(ner): : DayHa

| y pebexka:

1/2325 aE
f 1/1204 3nukanTtyc (0T anu- + rpedy. kanthos —
35—39 NB! lNpumepHo 20% 1/285 yron rnasHonm Wwenm) — BeprukanbHasn
40—44 cny4yaes cuHapoma 1/100 KOXHaA cKnaaka, npukpsisarowias me-
45 n > [ayHa cBs3aHOo CO cTa- 1/45 AvanbHbiiA Yron rmasHon wenvm

peHMeM CrnepmMaro3om-
nos otua 6onbLHOro (dpoto no R. Witkowski, O. Procop, E. Ulrich)




e Ha nagoHun 4yacTo
OOHapyXuBarT

nonepeyvyHyro CKnaakKy
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Kapuotun 6onbHoro







XXeHwwmHa ¢ cuHagpomom [layHa B Bo3pacTe 38 net
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KapunoTtun npu TpaHcnokaumoHHomMm cuHapome [layHa
(oaHa 21-a xpomMmocoma npucoeanHeHa K 15-m xpomocome — yKaszaHo
CTperikon)



Haunbonee 4yacTtbie BHelwlHMe NpuU3Hakm cmHapoma [layHa

YacToTa, % obuero

noPOK U NnpusHak yucna 60nbHbIX

Mo3roBowu yepen u nuuo 98,3
Bpaxuuedanusa 81,1
MoHronouaHbIn paspes rnasHbixX Wwerneun 79,8
dnukaHT 51,4
lNnockas cnuHKa Hoca 65,9
Y3Kkoe HEGO 58,8
BonbLlion BbICYHYTbIN A3bIK

HedopmnpoBaHHbIe yLHbI€ PAKOBUHbI 43,2
KocTHO-MbILWeYHasa cucrema, KOHEYHOCTH 100,0
Hu3kun poct 100.0
dedopmaumnsa rpyaHON KneTku 26,9
KopoTkue v LULMpOKUE KNCTU 64,4
KnuHopgakTunua mm3amHua 56,3

YKkopo4yeHHana cpegHAaa ¢panaHra V nanbua KUCTU C ogHOW crnbaTenbHoM cknagkon 9

YeTbipexnanbueBasa CKnagka Ha nagoHu 40,0

CaHpaneBuaHas Wernb (HeobbIYHO WKMpoKoe paccTosiHue mexay | v |l nanbuem cTonbl)

Ma3a 721
MNaTHa Bpawdunnaa (6benecoBaTtble NATHaA Ha paayXHOMU 060soYKe) 68,4
NomyTHeHMe xpycTanuka 32,2

Kocornasue



' » bonbluoe 3Ha4YeHWe ANA AMarHOCTUKN UMeeT ANHaAMMKa
dn3nyeckoro n yMCcTBeHHOro pa3BmuTusa pedeHka. Npun cuHgpome
JayHa n To u gpyroe 3agepxuBaeTtcsi. PoCcT B3pocnbiX 60MbHbIX
Ha 20 cMm HMXe cpeaHero. 3aaepXXKa B YMCTBEHHOM pa3BUTUN
AOCTUraeT UMGeLnnbHOCTU, eCrin He MPUMEHSAIOTCA
cneunanbHble MeToabl 06y4yeHus. [letu ¢ cuHapomom [layHa
rlacKkoBble, BHUMaTe N bHble, NOCNYLWHbIe, TepnesimBbie Npu
oby4yeHuu. KoacpcbuumeHT ymcreeHHoro pas3sutus (IQ) y pasHbix
AeTten WMpoko BapbupyeTt (ot 20 go 75).

* Peakuus peten ¢ cuHapomom [layHa Ha hakTopbl OKpYyXKatloLeu
cpeAbl 4HacTo NaTtosfiorn4yeckasl B CBA3M €O CrlabbIM KNETOUYHbIM U
rymoparibHbIM UMMYHUTETOM, CHMXeHnem penapauum OHK,
HeJOoCTaTO4YHOMU BbIpaboTKOM nUuLleBapuTenbHbIX depMeHTOB,
orpaHM4YeHHbIMU KOMMEHCaTOPHbLIMU BO3MOXHOCTAMU BCEX CUCTEM.
Mo aTon npuunHe aetn ¢ cuHapomom [layHa 4yacto 6onetor
NMHEBMOHUSAMM, TAXKENO NepPeHOCAT AeTCKne UHdeKuuu. Y Hux
oTMeYaeTcs HeoCTaTOK MaccChbl Tena, BbipaXeH aBUTaMUHO3.

BpoxaeHHbIe MOPOKU BHYTPEHHUX OpraHoB, CHUXXeHHasA
NpPUcnocobneHHOCTbL AeTen ¢ cmHapomMmom [layHa yacTto npuBOAAT K
netanbHOMy ncxoay B nepsble 5 netT. CneacrBMeM M3aMeHEHHOro
MMMYHUTETa U HeAOCTAaTOYHOCTU pernapauMoHHbIX cUcTeMm (ans
nospexaeHHon [IHK) aBnaroTca nemkosbl, YacTo BCTpe4yarlmecs y
GonbHbIX ¢ cMHapomMoMm [layHa. CpeaHAA NpoAoMKUTENbHOCTb XXU3HU
npuv cuHgpome [layHa 36 ner.




JuacHocmuka:

B nepuone BHYTPpUYTPOOGHOro pa3Butusi cuHapoma [layHa MoxeT ObITb BbIsIBNIEH NpU
npoBeAeHN 6BMOXNMMUYECKOrO CKPUHUHIa 6epeMeHHbIX BO lI-M TpumecTpe no peskomy
CHMKEHUIO B CbIBOPOTKE KPOBU YPOBHSA XOPUOHUYECKOro roHaAoTPONMHA, YTO ABNAETCS
KOCBEHHbIM NPU3HAKOM Hanu4iusa cuHapoma [layHa y nnoaa.

B aToMm cnyyae 6epemMeHHas XeHLMHa A0MKHA ObITb HanpaBrieHa Ha yNbTpa3ByKoOBOe
CKaHMpoBaHMe 2-ro ypoBHS, TaK KakK npu gaHHou naronorun noytu B 100% HaGnoaeHun
BbifABNATCA Y3U-MapKkepbl XPOMOCOMHbIX CUHAPOMOB. [1na noaATBepXAeHUA AnarHosa
cuHagpoma [layHa v panbHeuLwero MeguKo-reHeTU4ecKoro nporHo3MpoBaHUA COCTOAHUSA
340pOBbA OyayLero NOToMcTBa poauTernen nokasaHo npeHartanbHoe
KapuoTunupoBaHue nnoaa.

OudhepeHumnanbHaa AnarHoCTUKa NPOBOAUTCA C BPOXAEHHbIM TMNOTUPEO3OM, APYrUMU
chopmMamMm XpOMOCOMHbLIX aHOManuin. LiutoreHeTn4yeckoe nccregoBaHue y aeten
NnoKasaHo M npuv noao3peHun Ha cmHapom [layHa, U npu KIMMHNYECKU YCTaHOBJIEHHOM
AnarHo3se, NOCKONbKY LUMTOreHeTU4YeCcKas XxapakrepucTuka nauymeHta Heobxoguma ans
NporHo3a 340poBbA OyAyLUMX AeTen y poauTterien U UX poacTBEHHUKOB.

JleyeHue. NMpegnpuHUManNuUcCbL NONbLITKU NeYUTb AeTeu ¢ cmHapomom [layHa
ropMmoHamMu WUTOBUAOHOM Xere3bl n runodpunsa, ogHako 3TUM MeToAbl HAXOAATCA
nokKa Ha ctaguu pa3padoTKu.

Kak n gpyrue ymcTtBeHHO OTCTalible AEeTU UX YPOBHSA, OONbHbIe C CUHAPOMOM
HJayHa nogaarotca oby4YeHUo ObITOBbIM HaBblKaM, KOOpAUHAUNN OBUXEHUMN,
peyu n gpyrum npoctbiM PyHKUMAM, HEOOXOAUMbIM B NOBCEAHEBHOMN XXU3HMW.



B nocnegHee BpemMsi BHUMaHUe reHEeTUKOB NPUBIIEYEHO K U3YYEHUIO
X-cuensfieHHOU YMCTBEHHOMN OTCTasIOCTU (CUHAPOM JIOMKOW, UIU
dparnnbHon X-xpomocomsbl, cnHapom MapTtuHa - benn).

e HasBaHue cuHpgpoma oo6bsAcHAeTcs ocobomn chopmon ctpoeHnn X-
XPOMOCOMBbI, KOTOPaA UMeeT XOPOLUO 3aMEeTHYIO NePeTSKKY Ha
KOHLe ANMMHHOrO nreya.

 WN3y4yeHUe reHEeTUKN TAXKENON YMCTBEHHOU OTCTArloCTU NoKa3ano
3HaYMTESIbHYI0 reTeporeHHOCTb 3TOM rpynnbl 3adboneBaHun.

"’ XN

Puc. 12.9
Curgpom nomikoun (pparmnerHoi) xpoMocome: X (cuHapom
Mapmua-senna)

- Jlomkan X-XpoMOCOMa MyX4YuHbl (CNEBa) M XEeHLNHbI

gcnpasa
Jinyo nogpocrka ¢ cuHapomom MapruHa-benna.




[Mocne BbisiBrIeHNA 3TOU HacreacTBeHHOU POopMbl YMCTBEHHOM
OTCTaJIoCTU CTana NoHATHOM OonbLlas YacToTa BCTPe4aeMoCTu
UHTeNseKTyanbHOro Heaopa3BUTUA Y Marnb4MKOB.

JTO peueccuBHoOe 3aboneBaHue nepegaetca ¢ X-XxpoMocomMoun yepes
MaTb, MOCKOJIbKY Masib4MKM NONy4aloT CBOK € AUHCTBEHHYHO X-
XPOMOCOMY OT MaTepu. Y Marib4MKoB, B OTNINYME OT AeBOYEK, TONIbKO
oAHa X-XpoMocoMa, N03TOMY peLeCcCUBHbIe X-cuenneHHble
3aboneBaHuA y HUX HabnOAaKTCA ropasgo 4vatue.

CuHapom noMkou X-XpoMOCOMbI ABNSIeTCSA OAHUM U3
Haunbornee pacnpocTpaHEeHHbIX HAacneaACTBEeHHbIX
3aboneBaHUn, cConocTaBMMbIM MO YacToTe ¢ Oone3HbIo
[ayHa (npuMepHO 1 Ha 2000 MY>XX4YUH).

Kpome nomkon X-xpomMocombl AN 60MbHbIX XapaKTepPHbl HEKOTOPbIE
Mopdoornornyeckue NpPU3HaKu, KOTopblie He Bcerga oT4eTNIMBO
NPOABNAITCA (BbICOKUU BbIMYKIbIN N0O, KPYMNHbIe YIUU U YENOCTHU,
KPYMNHbI€ KAUCTU PYK, YBENTUYEHHbIE SINYKN).

YMcCTBeHHOe pa3BuUTUE KorneobreTcsa mexay 3HadYeHnamm IQ
oT 30 40 65 (MHOorga B rpaHMUlax HOpPMbl).



Peub nsobunyet noBTopamm, 4acTo BCTpeyaeTcs cBoeobpasHoe
3aMKaHue (NoroHeBpoO3).

Ona peten xapakTepHa ABUrarteribHasi paCTOPMOXXEHHOCTb U
HeKoTopble CUMMTOMbI ayTusma (pebeHoK usberaet rnasHoro
KOHTaKTa, NPOU3BOAUT CTEePEOTUNHbIe ABUXEHUA PyKaMu,
UCNbITbIBaeT CTpaxm).

Naxxe npu Nnerkou cteneHn NHTenneKTyasbHOM HeJ4OCTaTOYHOCTHU
AeTn ¢ TpyAOM OBMaaeBaloT HaBblkaMu cyeTa n nucbma. fletm ¢
FIOMKOM X-XpPOMOCOMOMN MMEIOT CBOEeOOpa3HyHo
aneKTpoaHuedanorpammy.

B cBA3n ¢ TeM, 4TO CUMNTOMbI 3aboreBaHUA pa3HOOOpa3HbI, YacTo
CTaBUTCSA OLLIMOOYHBLIN AnarHo3 (lmn3ogpeHus, paHHNN EeTCKUU
ayTU3M, anurnencusi, CUHAPOM aecpnunta BHUMaAHUA U

rmnepakTMBHOCTMH). I

B pe3ynbmame demu He rnosay4arom
coomeemcmeyrou,e20 Jie4YeHUsl, a CeMbsi ocmaemcsi
HeeedeHUU OMHOCUMEesIbHO UCMUHHbIX MPUYUH
HapyweHusi pa3eumusi.



AHOMAaNUM coMmaTndeCcKux
XPOMOCOM

Tpucomus no 18-m nape — CUHOPOM
Jdeapdca (4acTtoTa 1:7000). [leTn poxaaroTcs
cnadbbiMUn, UMEOT CKOLUEeHHbIN NoA0O0POAOK,
OYeHb MarieHbKUU POT, HU3KO NOCaXeHHbIe
ywu. Umerotca gucnponopumm B CTPOEHUN
ckerneta — OANMMHHbIE Nanblbl,
yKa3aTesibHbIU naneu npukKpbIBaeT 3-U U 4-1.
[eTn paHo norndaroT, TaKk Kak UMeloT
pa3fintyHble NOPOKN BHYTPEHHUX OPraHoB
(2/3 peTten c cuHapomMoMm daBapAaca ymmparT
B NepBble 6 MecsiLieB XXU3HMN).



CuHapom daBapaca (CUMHAPOM
Tpucommun 18)

XapaKkTepusyeTcst KOMMJIEKCOM
MHOXXeCTBEHHbIX MOPOKOB
pa3Butua n tpucomuen 18
Xpomocombl. (Tpucomusna 18; 47,
XX(XY)+18)

MKB-10:

Q91.0 Tpucomus 18,
MenoTnYecKkoe HepacxoxaeHue

Q91.1 Tpucomua 18, mozanunsm
(MUTOTMYECKOE HepacxoXxaeHue)

Q91.2 Tpucomus 18,
TpaHcnoKauus

Q91.3 Cunpgpom daBapaca
HEeYTOYHEHHbIN

Bapuauum
Kpome Tpucomun 18, npucyrcrayroiemn
BO BCEX KJleTKax opraHusma, a Takxe
MO3au4HoOn Tpucomum 18, BO3MOXHa U
yacTu4yHasa Tpucomus. lNpum 3ToM Yactb
Xpomocombl 18 npucoeanHseTca K
Apyron xpomocome. Takomn acpcpeKkt
Ha3bliBaeTCA TpaHCcoKaLuusi, U OH MOXeT
NPOU3ONTU KaK Npu co3peBaHUU ramer,
TaK 1 nocrie onnoaoTBOPEHUA B KreTKax
3apopbiwa. B knetkax opraHmama npm
3TOM OKa3bIBalOTCA ABE rOMOSIOrMYHbIe
Xpomocombl 18 n, AoONoONHUTENbLHO,
YyacTb XpoMocoMmbl 18, npukpenneHHas K
Apyron xpomocome. Y nrogeu,
CTpagarLwmx YacTU4HON Tpucommen 18,
aHoManuu NposABNSAIOTCA crabee,
HeXernu nNpu TMMUYHOM CUHAPOMe
daBapaca.



CuHpgpom Tpucomum 18 (cuHapom

daBapaca). A — BHewHu Bug 6onbHoro; b

— KapuoTun 00nbLHOro Nnpu TpucoMmnn B

rpynne E: | 2 ;

| — yepenHo-nuueBblie aHOManuu, Il — e . hn
XapaKkTepHoe pacnosioXeHue nanbueB Ha A B

KUCTAX OONbHOrro

nhqﬁgno Xk 68 nM
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MporHo3s: NMpoaoMmKNTeNnbHOCTb XXU3HU AeTel C
cuHapomom daBapaca HeBenuka: 60 % geten
yMupalrT B Bo3pacTte Ao 3 mec, Ao roga
[oxusaeTt nuub 5-10 %.

OCHOBHOM NPUYNHON CMEPTU CIyXKaT OCTaHOBKa
AbIXaHUA N HapyLeHusa paboTbl cepaua.

OcTaBluMecs B XUBbIX — rnyboKkue
onuropeH.bI.

OunarHocTuka: B nepumone BHyTPMyTPOGHOro
pa3BuTUSA cMHAPOMa dABapaca MOXeT ObITh
BbISIBNIEH NPU NpoBeAeHUM
OMOXMMUNYECKOro CKPUHUHIra 6epeMeHHbIX
BO lI-M TpumecTpe no pe3koMmy CHUXEHUIO B
CbIBOPOTKE KPOBU YPOBHSA XOPUOHNYECKOro
roHafoOTPONMHA, YTO ABASETCS KOCBEHHbIM
NPU3HaKoM Hanuuusa cuHapoma dpBapaca 'y
nnoga. B atom cny4yae 6epemeHHasn
)KEHLUMHa AOMKHa 6bLITL HanpasneHa Ha
yNnbLTpa3ByKOBOE CKaHUPOBaHMe 2-ro e
YPOBHSI, Tak Kak Npv AaHHOW NaTonoruu A Foais e o 1 g ) g
noytn B 100% HabnoaeHUN BbISIBAAIOTCS LS REM R ._f - T L *_"1 ('f
Y3U-MapKkepbl XPOMOCOMHbLIX CUHAPOMOB. e ;’."{',5._' ,wf'{."-_,,;' ]




AOna noaTBepXaeHUA auarHosa cCUMHApoma
dpBapAaca v panbHeuwero meauko-
reHeTU4YeCcKoro NporHo3npoBaHusA
COCTOSIHUA 340pOBbLA OyAyLlero NOToMcTBa
poauTenien nokasaHo npeHararnbHoe
KapuoTunupoBaHue nnopaa.

Ona cBoeBpeMeHHON ANarHOCTUKU
3aboneBaHNsA NpUMeHAeTCcs
LUTOreHeTU4YecKkoe uccrnepoBaHume.

AunddepeHumanbHas anarHocTukKa
NPOBOAUTCS C BPOXAEHHBLIM FMMNOTUPEO30OM,
Apyrumm doopmamMm XpOMOCOMHbIX
aHOMarivu.

LinToreHeTn4yeckoe nccrnegoBaHue y aeteun
noKasaHoO U Npu NOAO3PEHUN Ha CUHAPOM, U
NPU KNNHUYECKN YCTAaHOBIEHHOM AuarHose,
NOCKOJIbKY LLUTOreHeTn4yeckas
XapakTepucTUKa nauueHTa Heobxoauma ans
NporHo3sa 34opoBbA OyaAyLIUX AeTen y
poauTenen n X poacTBeHHUKOB.




AHOMaANMnMn comMmaTundeckumnx
XPOMOCOM

Tpncomuu no 8,9,13-n nape -CUHOPOM
[Tamay (1:6000). leTn o4YeHb paHO rMOHYT (96
% OONbHbLIX NorudatroT Ao 1,5 neT).
XapaktepHa Mukpouedanus, aedpeKTbl
MSAFKOro n TBepaoro Heda, HU3KKUe yLuum,
TsHKerbleé UBME@HEeHUA CO CTOPOHDI
BHYTPEHHUX OpraHoB, yBennyeHue
Konun4yectBa nanbueB. Co CTOPOHbI HEPBHOU
cUucTteMbl — aTpodusa 3puUTernbHbIX HEPBOB U
OOOHATEeNbHbLIX O0NEWN.



Cunpgpowm lNaTay

e YacToTa
cuHgpowma [laTay
cpeau
HOBOPOXAEHHbIX
paBHa
1:5000-1:7000.

 LinToreHeTn4yeckue BAPUAHTLbI

3TOro CMHApoOMa crieaytoiijune.

[MpocTtasa nonHasa Tpucommusa 13 Kak
crieacTBMe HepacxXoXxaeHus
XpOMOCOM B Meno3e y ogHOro n3
poauTteneu (rmaBHbIM 0O0pa3om y
maTepu) BcTpevaetca y 80-85%
OONbHbIX.

OcTanbHble criydyan oo6ycrioBreHbl
B OCHOBHOM nepeaa4vyeun
AOMNOSTHUTENTbHON XPOMOCOMbI
(ToyHee, ee ONIMHHOIO Nneva) B
POOEepPTCOHOBCKUX TPaHCIOKaLUAX
Tmna D/13 n G/13.
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Buabl BHYyTPpUXpOMOCOMUBLIX NepecTpoek: 1 — ucxoaHas napa roMonoruyHbIX
Xpomocowm; 2 — notepsa yyactka DEFH xpomocombl (aeneuus); 3 — yaBsoeHue
y4yactka C B xpomocome (aynnukaums); 4 — niBepcua yyactka BCD B
Xxpomocome; 5 — nHBepcusa ydactka DE B xpomocome.
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CuHpgpom Tpucomum 13
(cunapom lartay).

A — BHelHUn B4 60nbLHOro;

b — kapuoTun 60sfILHOro ¢
Tpucomueu B rpynne D:

| — aHomanuu nuua, Il —
ABYCTOPOHHSAA
NOSINCUHOAKTUIINSA CTON
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e Netun c cuHpgpomom laTay poxaaroTcst C UCTUHHOM NpeHaTanbHOWU
runonnasuven (Ha 25-30% HuXXe cpeaHUX BEeNTMYNH), KOTOPYHO HeNb3s
OO BLACHNTL HEOONbLUON HeAOHOLWEHHOCTbLIO (CpeaAHUNn CPOK recTtauum
38,3 Hen). XapakTepHoOe OCrioXXHeHUue 6epeMeHHOCTU Nnpu
BblHalWLMBaHUU nnopga ¢ cuHgpomowm lNaray - mMHorosogue: OHO
BcTpeyaeTca noutu B 50% cnydyaeB cuHapoma lNartay.



MHoOXeCTBEHHbIe MOPOKN Pa3BUTUA OTYETIIMBO 3aMeTHbI U
HenocpeACTBEHHO OOycCnaBnMMBaKOT Manyko
NPOAOIIKNTENbHOCTb XXN3HU AeTen C AaHHOU NaTosIornen.

HecmMmoTpsa Ha TO, YTO AeTun
COrfacHO CpoKam
OepeMeHHOCTU poXaakTcs
AOHOLWEeHHbIMU UNKN
He3Ha4YUTesIbHO
HeAOHOLWEeHHbIMU (CpeaHUN
CpOK 6epemeHHOCTH — 38
Heaenb), obpalwaeT Ha cebs
BHMMaHMNe O4YeHb HU3KUN BeC
HOBOPOXAEHHbIX (B cpeaHeM
Ha YeTBePTb HUXXe HOPMbI).
Ux aBuratenoHas akTUBHOCTb
CUNbHO CHMXeHa. TemMmnbl
¢don3nyeckoro n NCNXMYECKoro
pa3BUTUA KpauHe HU3KUe.




BHelwwHMe aHOManuu pasBuTUA
MHOFOYNCIIEHHbI U MAaTOFHOMOHUYHbI
Aans cuHapoma lMaTtay.

Y pebeHKka Mmanble pa3mMepbl Yepena,
KOTOPbIN, K TOMY Xe, umeeT
HenpaBuIibHYyH (popmy (GalleHHbIN
Yyepen, NGO TpeyronbHbLIN C
BEPXYLIKOU, OOpaLleHHON KBepXY);
rnasHble S6M0KU yMeHbLIeHbl (MHOrAa n
BOBCE OTCYTCTBYHIOT), rnmasHas wenb
y3Kas, JloO CKOLUEH.

OOGpawaloT Ha ceba BHUMAHME HU3KO
pacnosrioxeHHble U aecpopMUpoBaHHbIe
YUWHbIe paKOBUHbI, 3anaBLuas
nepeHocuua.

OpaHako Hanboree oGnUraTHbIM
npusHakom cuHapowma lNatay sBnseTcs
ABYCTOPOHHSAA paclienMHa Heba n
BepxHeU rybbl B co4yeTaHUn c
nonMaakTUurinen oobIYHO TOSTIbKO Ha
pykax (MoryT ObiTb BapuaHTblI
NONMAAKTUIIUU Ha pyKaxX U Horax
OAHOBPEMEHHO).




AvnarHocTuka n ceoeBpemMeHHoe

oOHapyxeHune cuHgpoma lNaTtay BO B CBSI3N C TSOKEMbIMU
BpeMA 6epeMeHHOCTV| BO MHOIom BpO)Kﬂ,éHHbIMVI nopokKkamu
obnerynnacb bnaropaps pa3BUTUA OONbLUMHCTBO AeTen
CKPUHUHTOBOMY yJbTPa3ByKOBOMY c cuHapomowm laTtay ymupatrot B
uccrnefoBaHUio 6epeMeHHbIX. nepBble Heagesnu nnm Mmecsubl
(95% - no 1 ropa).
Hanbonee BaXHbIN NpU3HakK, OaoHako HeKoTopble OOSibHbIe
NO3BONAIOLWMN 3aN0A03PUTL AAHHYIO  uBYT HecKonbko neT. Bonee
nartonorummo, - MHOrosogue. TOro, B pa3BUTbIX CTpaHaXx
Moutm Y NONOBUHbI XX€HLUUH C oTMevyaeTcH TeHAeHUus
MHoOroeoamem BO BpemMA yBenn4yeHus
OepemMeHHOCTU poXaalTca AeTn C NPOAOIMKNTENTIbHOCTU XKU3HU
Pa3JINYHbIMN aHOMAJIIUAMU PA3BUTUA, [orbHBLIX C CUHAPOMOM naTay
B TOM 4Yyucrie c CMHAPOMOM I'IaTay. ao 5 neTr (OKO.I'IO 15% p‘eTeﬁ) u

paxe oo 10 net (2-3% peten).
KnuHnyeckaa guarHocTuka

OCHOBbLIBaeTCA Ha AaHHbIX OCMOTpa
HoBOpOXAeHHOro. OGbLIYHO
npaBUNbHbLIN AUAarHo3 B 3TOM CJlyyae
NOCTaBUTb HECJIOXKHO.



Apyrne cMHAPOMbI BPOXAEHHbIX

NMOPOKOB pa3BUTUA (CMHOPOMBbI

Mekkensa n Mopa, TpuroHouedanus

OnuTua) no otaeribHbLIM NPU3HaKam

coBnagaroT ¢ cuHgpomowm laTay. JleyebHan noMollb OETAM C
cuHapomom lNartay

Pewwarowmin hakTop B AMarHocTuke  Hecneumnduyeckasn: onepaumm

- UccnepoBaHue XPOMOCOM. no noeoAy BPOXAEHHbIX

NMOPOKOB pa3BuUTUA (nNo
LinToreHeTnyeckoe nccnegoBaHume XXWU3HEHHBIM Noka3aHuAM),
nokasaHo BO BceX clly4asix, B TOM obleykpennstoLiee neveHue,
yucrie y ymepLumx getemn. TuwiaTtesnbHbIN yXoAa,

npodmnnakTuka NPoCcTyaAHbIX U

TOYHBIN LMTOreHeTMYecKnin amarHos VHMPEKUMOHHbIX bone3Hen.
HeoOxoAuM ANA NPOrHo3a
30pOBbA GyAyLUMX AeTel B CeMbe.

et c cuHgpomom llaTay npakTuyecku Bcerga umeroT
rmyooKyo namnoTuio.



AHoOManuu,
CBsi3aHHbIle C
NMOJNIOBbIMU
XpPOMOCOMaMU



CuvHppom ayonb-Y

CuHppom XYY xapaktepusyetca kapuotunom 47, XYY. OH BnepBbie onucaH B
1960 r. YacToTa cMmHapoma no cpeaHecTaTUCTUYECKUM AaHHbLIM COCTaBIIfieT cpeau
HoBOpPOXAeHHbIX okoro 1:1000. UHoraa npuBoOAATCA 3HAYUTENILHO Oonee
BbICOKUe AaHHble— 1:250.

Hanbonee 4acTbiM NPU3HAKOM ABNSIETCA BbICOKMMN POCT, KOTOPbIN Y B3POCHbIX
OonbHbIX cocTaBnsaeT B cpeaHeM 186 cm. OaHaKko 3TOT NpPU3HaK He ABNsIeTCA
abConTHLIM, TaK KaK B nuTepaType MUMerTCs ONUCAHNA MYXXYMH C KAPUOTUMOM
47, XYY cpepnHero pocTa.

CumMnmomamuka: My>X4NHbl C HOPMaribHbIM U HECKOJTIbKO CHMXXEHHbIM
MHTEJIJIEKTOM OTNINYAKTCA BbICOKOPOCIIOCTbIO, aKpoOMeranongHbIMu yeptamMmu
nvuua, NoBbIWEeHHON arpecCUBHOCTbLIO, UMNYJSIbCUBHOCTbLIO, HEMOTUBUPOBaAHHbLIMU
NOCTYMNKaMM, YTO 4aCcTO NPUBOAUT K colmarnibHbIM KOHdnukTam. Jinbunao
NOBbLILWEHO, NOTEHUMUA HOpMalbHasA, HO YacTo OoTMe4YaeTcsa 6ecnnoaue.

Cpeaun nuy c 3TOM NaTonoruen 4Yactble criydaum arpecCMBHbIX NCUXONATOB U
CeKkconartos.

NMpoBoaaT dugppepeHuuanbHbIlU duazHo3 ¢ cuHapomom KnanHdensrepa,
KOHCTUTYLIMOHANIbHOW BbICOKOPOCIIOCTLIO.

JleyeHue: HanpaBreHO Ha YMeHbLUeHUue arpecCUBHOCTU (NCcuUxoTepanus,
ceAaTUBHbIe NpenapaTbl, TPaHKBUNN3aTopPbl).
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Cunapom KnanHdensrepa

 BcTpeyaeTca y MyXuuH. YacToTa 2 Ha 1000
HOBOPOXAEHHbLIX ManbiuKoB. Kapuotun
yawe: XXY, obLiee Korim4ecTtBO XpOMOCOM
— 47.

e Y OONIbHbIX MYX4YMH COOEPXKUTCA TenbLe
bapa (nonoBou xpomaTtuH). AyTOCOMbI C
1-1 no 22-10 napy 6e3 OTKNOHEeHUU OT
HOpMbI. [10 NONOBOro co3peBaHuUA
pa3BUTME MaribYUKOB Masio Yem
OT/IN4aeTcH.

OnucaHbl M gpyrue uMToreHeTU4YecKme
BapuaHTbl: 48 XXYY (KnMHn4yecku: rnyookas
neounnbLHOCTb U CTPALLHbLIN caan3M) n ap.



e [ina myx4uH c cuHapomom KnamHdenbsTepa xapakTepHbl
BbICOKUMN POCT, ANMUHHbIEe KOHEYHOCTU U OTHOCUTESIbLHO
KOpPOTKOe TynoBuLle, eBHyxomausm, becnnogue,
rMHeKomMacTus, NOBbllLeHHOe BblAeNneHue XXeHCKUX
NOSIOBbIX FOPMOHOB, CKITOHHOCTb K OXKUPEHUIO.

e JlInwHaa X xpomocoma obycnosnuBaeT pa3fninyHble
HapyLleHUsa NCUXUKU. bornbHble o4YeHb BHYyLLAaeMbl,
BAJbI, anaTU4Hbl, 6€3bIHULNATUBHDI, Y HUX 4YacTO
oTMe4yaeTcs YMCTBEHHaA OoTcTarnocTb (00bIYHO
AeOUnNbHOCTD).

 Hepeako BO3HMKaAIOT NnapaHoOUAHbIe, ranmtoLuMHaTOPHO-
napaHougHble, AenpecCUBHbIE NCUXO03bl U HAaBA3YNBbIE
COCTOAHUA, UHOr4a HabnaarTCA aHTUCoULManbLHoe
nosegeHue v arkororiusm.

e KnuHu4yeckas KapmuHa Ha4UHaem riposiesismbCsl Y
MaJib4UKO8 8 nepuod rnoJioeoe0 Co3pe8aHUsl.

 NnarHoctupoBaTtb cuHapom KnanHdenbsrepa, 0coO0eHHO
Yy B3pOC/bIX UL, HETPYAHO, OCOOBEHHO Npwu
KapuoTunupoBaHuu nuwHen X XxpoMocomsbl. JleyeHue
NPOoBOAUTCH MYXXCKUMU NOJSIOBLIMU TOPMOHaMM ANs
KOPPEKLUNU BTOPUYHbIX NOSIOBbLIX MPU3HAKOB.
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e Cuigpowm LlepeweBckoro TepHepa -
BO3HUKaeT Nnpu CIUAHUN
NaToriorM4ecKom XXeHCKOUu ramMmeThbl,
nuieHHoun X-XpOMOCOMbI, C HOpMaribHOU
MY>XCKOU rameTou, umerowien X-
XPOMOCOMY, U NPU CIIUAHUN
HOpPManbHOW )XeHCKOU rameThl,
coAepikaiuen ogHy X-xpomocomy,
NaTONIOrM4eCKON MY>XCKOU, NMULLEHHOU
NONMOBbLIX XPOMOCOM.

 KapnoTun xapakrepusyeTcsa Hanmumem
ogoHoun X-xpomocomMmbl BMmecTo ABYX (XO).

* Ho MoryT ObITb U Apyrne BapmaHThbI

(Mmool YONRATVAFNA IAFRIA AARALLLIAFENA



 BnepBble 3Ta 005ne3Hb Kak
HacrneacTtBeHHaa Obina onncaHa B 1925 .
H.A. LLlepewueBCKUM, KOTOPbLIN CYUTAn,
4YTO OHa oO0ycroBrieHa Heagopa3BUTUEM
NMoOsIOBbLIX Xerie3 n nepeaHen aonu
runodusa n coyetaeTcs ¢ BPpOXAEHHbLIMU
NopoKamMu BHYTPEHHero pa3BuTus.

e B1938r. TepHep BblAeNnuUn XxapakTepHYHo
Onsa 3TOro CUMNTOMOKOMMJIEKCa Tpuaay
CUMNTOMOB:

° MNOSIOBON UH(PAHTUNN3M;

° KOXHbl€ KPpbINMOBUAHLIE CKNaaKU Ha
OOKOBbLIX NOBEPXHOCTAX Wen (Pterigium
coli);

e nedpopmMmauunio NOKTEBLIX CYCTaBOB.




Mpu cuHgpome TepHepa nonoBble Xene3bl OObIYHO
npeacraBnalT cooon HeauddepeHUUPOBaHHbIE
coeaAVHUTeNbHOTKaHHbIe TSXXU, HE coaepXxaluume
3ryIeMeHTOB roHag.

Pexe BCTpe4yalklTCAa pyaAnMeHTbl ANHYHUKOB U 3JIEMEHThI
ANYEK, a TaKKe pyanMeHTbl CeMABDBIHOCALLLEro npoTokKa.

Hanbonee BaXXHbl U3AME@HEHUSA KOCTHO-CYCTaBHOM
CUCTEMbl — YKOpPOYEeHMEe NACTHbIX U NJTIIOCHEBbIX KOCTEW,
annasuga (orcytctBue) chanaHr nanbues, Agedopmaumnsa
riyye3ansiCTHOro cycrtaBa, 0oCTeonopo3 nNo3BOHKOB.

PeHTreHonornyecku npu cuHapome TepHepa TypeLkKoe
ceario n KOCTu cBoAa Yeperna oobIMHO He U3MEHEeHbI.

OTmevaroTCcAa NOPOKU cepAaua U KpynHbIX COCyAOB
(koapKTauusa aopTbl, He3apalleHue 6oTannoBa NPOTOKa,
He3apalleHne MexKeriyao4ykoBOM Neperoponku, cyxeHme
YCTbSl aOPTbl), MOPOKU pa3BUTUA NOYEK.

MposaBnATCA peuecCUBHbIE reHbl 4anbTOHU3Ma U ApYrnx
3aboneBaHuUMN.



e [1nA TeyeHUA NnoCcTHaTaNbLHOro nepuopa
XapaKTepHo obLee 6eCroKOUCTBO
HOBOPOXAEHHbIX, HapyLueHue
cocatenbHoro pedyrriekca, cpbirmBaHus
¢ooHTaHOM, pBOTa.

B paHHemM Bo3pacTe y YacTu 00N bHbIX
OTMe4aloT 3a4epPXXKy NCUXNYEeCKOro
Pa3BUTUA U PeYU, YTO CBNAETESNIbLCTBYET O
naToryiormm amopumoreHesa HepBHOU
CUCTEMbI.

e [IpumepHO y 15—20% OONbHbLIX 3apepKKa
pa3BUTUA HabnogaeTca B nydoepTaTHOM

FAANNIAAN TN A
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Pucyxaoxk 13. BonbvxHana 14 ner.
CunppomMm Illlepemxesckoro-TepHe-

e

LE _ s .- R : pra. KpeoinoeumaHbie CKAaaKm Ha
downsyndiome-at-rua uree “ronosa cdhunkca”




MornocoMMa NO xpomocome X
scTpedaeTcs ~ B 1% Bcex 3ayarvi
(cpeawn cnonTaHHbiXx abopros — B 18,5%).

OcHOBHbIE NPORBAEHUA:

« Huakuia pocTr (y nerein — 3a-
nepxkKa OKOCTEHEeHWA ckene-
Ta, HapyweHme CAMaHus
anndmn3os c metadnsamn),
BO3MOXHO paszsutune kudo-
3a, CKONMo3a, CnnMsHune wnu
yKOpO4YeHUe Ten NO3BOHKOB.
YposeHb ropmoHa pocrta B
KPpOBKM HOpManes wnu naxe
yBENNYEH.

Monoson MHOaAHTUNIN3M
(AancreHesns roHan, nepsmy-
Has amMeHopes; Hepopassu-
TUE BTOPWYHBLIX TMONOBLIX
NPU3Hakos w3-3a pe3kKoro
CHMXEHUST YPOBHS 3CTpore-
HOB B OpramMmame).
Becnnoawne.

YMCTBEHHas OoTCcTanocTth (He
yacrto!).

BonbHbie BLIMAAOAT CcTapluue
cBOero so3pacra.
KpsinosmaHas KOXHanA cknan-
Ka Ha wee (He scerpal).
NedopmMmnpoBaHHbIE YilUHbIe
pPaKoOBMHbI.
MHOXeCTBEeHHbIe
NATHAa Ha KOXe.

poaviMbie

BonbHan 23 ner.
PocTt 140 cm; npeobnanatne
HMOXXHEW NONOBMHLI Tena
Ha BepxHen (eBHyxXonaHbIA
NPpM3Hak), KopoTkas
C LWUMPOKMM OCHOBaHUEeM
wesn («wen chuHkcar),
rpyAHbIie Xenesbl
OTCYTCTBYIOT, paccrosiHme
MexXxay rpyaHbiMmm cockamm

yBennM4eHo

Koporkas wesn;
BbipaxeHHasn
KpbINOBMAHAN LIenHan
cknanka; nedpopmn-
poOBaHHbLIE, HN3KO
PACNONOXEeHHbLIe YW

Hunakoe pacnonoxeHue
NUHWKM pocTa BONOC
(«=BONnoOcCaras wes»)
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MporHo3 Ang XXus3Hu npu
c. W.-T. bnaronpuAaTHbLIN,
UCKITIOMEeHMEe COCTaBIAIOT
OonbHbIE C TSXKeNnbIMU
BPOXAEHHbIMU MNOPOKaMMU
cepaua U KpynHbIX
cCoCcyAaoB, C peHanbHOU
rmnepTeH3nen.
JleyeHue acTporeHamu
aenaet 6onbHbIX ¢ W.-T.
CMOCOOHbLIMU K CEMEeNHOM
XXNU3HWN, OAHaKO
abconTHoe
OONbLLIMHCTBO U3 HUX
ocTarTcHa 6ecnnoaHbLIMMN.



e CuHOpoM mpucomuu X.

e BcTpeyaeTcs y XXeHLWMH (1:1000),
Kapuotun — 47 (XXX).

B HepgenawmMxca KneTkax BUAHbI ABa
Tenbua bapa.

Y OONbHbLIX OTMeYyaeTcd rmnonna3uns
ANYHUKOB, Oecnrnoave u yMCTBeHHas
OTCTalNoCTb.

* Y 60-70 % OONbHbLIX MOXET ObITb
craboymume nerkom cteneHmu.

* Hepeako y XXeHLWWH ¢ Tpucommen X
nepeYvncneHHble NPoaABeHnus BoobLye
OTCYTCTBYHOT.
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Cungpom Tpucommmn-X N

Kapuomun XXX ecmpe-
yaemcst c yacmomoda
=1 —1,4Ha 1000%.

2 tensua Bappa

B sape anutenus
CNU3ncToM pra
(6ykkansHan npoba)

OCHOBHbBIE NPOABNEHUSA:

* HeaopasBnMTUNE SNHHMKOB;

* rMNoONNasnsa MmarTku;

* BTOpUYHas ameHopes;

- Becnnoaue;

* NpexaeBpeMeHHbIN KNMMakc;
* CHUXEeHME nHTenneKra;

* HAKNOHHOCTDL K Wn3odppeHunn.

CuHapom
Knanndensrepa
(6onbHOMy 10 ner)

CuvHapom Tpucommm-X
(BBEpPXY — aHOMaNMM KOCTHOTO
cKkenera nuua, BbiBMX
BonsHas 10 ner Xpycranuka; BHU3y — HU3KUA
c XXX-KOMNNEeKCoM pocT, kndo3 rpyaHoro ortaena

MONOBLIX XPOMOCOM NO3BOHOYHMKA)




Tensue Bappa win NONOBOR XPOMATIH
A-KNETKA KEHIMHLI { XX)

1" )1'.;"4& ‘l]:,'\'

. L “ KNETKA UHAMBUAYYMA C 3 X-XPOMOCOMaMHA (XXXY)

AApo KNeTKn caMkKu. HaBepxy: npu
nomowm FISH onpepensitorca obe X-
XpPOMOCOMbI. BHU3y: okpawimBaHue
AHK. Tenbue bappa noka3aHoO
CTpEeJIKOM.



AHOMaANuun
XPOMOCOM



 CuHOpoM Kowaybe20 KpUKa - o0 bsACHAEeTCA
4YaCTUYHOU MOHOCOMMUEMWN.

 PazBuBaeTtcs npu geneuuu (c ytpaTtom oT TpeTu Ao
NMOSIOBUHDbI, peXxe NosiHaA yTpaTta) KOPOTKOro nie4ya
NATON XPOMOCOMbI (Sp).

Mpn aTom cuHapome HabnropaeTcs:
e OOLLEee oTCTaBaHMe B pa3BUTUM;

* HU3Kad MacCcCa npu poxaeHmm n mbillie4vyHas
TNMMNOTOHUA,

* IYHOOOpa3Hoe NMLUO C LUMPOKO paccTaBfieHHbIMMU
rnasamu;

° XapaKTepHbIN nra4y pedeHkKa, HanoMUHaloLWKnN
KowWaybe MAyKaHbe, MPUYNHOUN KOTOPOro ABMNSIeTCA
U3MEeHEeHUe ropTaHun (CyxeHue, MArkoCTb XPsiLLEX,
YMEeHbLUeHne HaaroptTaHHUKa, HeobbIYHas
CKINagyaTtoCcTb CIIM3NCTOU ODONO4YKN) Unu
Heagopa3BUTUE ropTaHU, NPU3HaK Uc4Ye3aeT K KOHUY
nepBoOro roga XXM3Hw.
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HacnepcreeHHbie n BpoOXAeHHbIe dopMbi
naronorun. Penokonum (0OOLLan xapakrepucTvika)

Mnop 22 vepens: «HapyweHn amGpuorenes!!! Kro sunosar?»
-

Bpoxaexusie hopmbl
naronormnm naronorum

MaroreHernyeckas NMaroreHervyeckasi oCHO-~

OCHOBa HacneacTeeH- | Ba BPOXAEeHHbIX hopm na-
Hbix dOopM NaTono- %4 s TONOrMn — HapyuweHus
M — HapylwieHus re- - ' ambpuoreHesa reHeTn-
HEeTU4eCKOn Nporpam- * AT YEeCKMN HOPMAanbHOro opra-
Mbi, KOTOPbIE, KaK - : ! HMU3MA, Bbi3LIBAEMbLIE Te-
npaswno, NnepenaTCcs Bh e paroreHHsimu dpakTopa-
M3 NOKONEHNA B NOKO- _ A Mu. Kpome Toro, k BpOX-
nexve (ot poamTenen DEeHHOW NaTonormm OTHO-

noTOMKaMm). DeHOKONUK — BPOXACHHBIE Goneanu,  CfT DONesHu, nepeaaro-

KONUPYIOLLME HAaCNeaCTBeHHbIe BoneaHy. HWECHA nioay OT maTtepu
o TPaHcnAaueHTapHbIM ny-

HacnencreexHHnie 6onesrHn Bnepesie
MOIyT NPOSiIBUTLCH B MOBOM Nnepwuo-
Ae xXun3Hu (Yauwe scero, cpasy nocne — - —
poxaeHnsn ). JletansHbie GOpPMbI MO- K derHomeny heHo-

- TYT NPORABUTLCH Y amOpumoHos: =50% By ' ' KONMuMpoBaHMAa OTHO-
BCEeX CNOHTaHHbIx aGopTos CBs3aHbl A CHT SBJIEHUS
C XPOMOCOMHbLIMM aHOManNnaMmm (ns- CXOACTBA KOHEeYHO-
secTHO Gonee 150 Takmx HO30NOIr M- ro NeCTBUs reHa

- yecknx dopm). B nepuHaranbHoOM — #
nepuoae NPUMepPHO Y Kaxaoro NATo- Mnop 25 vegens: CHRALTRVOM KaKo-

' ro ymepuiero pebeHka o6HapyXsa- «Heywenn ro-nnbo TeparoreH-

. eTCH HAaCNeACTBEeHHAs NaToNOrs. MyTauual?» - HOro ¢gakrTopa.

Se— = — . —

BN v o TEM, a TaKXKe — BO3HUKA-
ST A oume BO BpeMsi poaos.
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[Moaxoabl B bopbbe ¢ HacrneaACTBEHHbLIMM
bone3HAMM

1. MaccoBoe «rnpocenBaHue»
HOBOPOXAEHHbIX HA HacneacTBeHHble
aedekTbl ooOMeHa BeLlecTB (BbisiBNIeHUe
deHUNKeToHypuun, runoTnpeosa,
MYKOBMCLUMA03a, raylakto3eMuu un ap.).

2. MpeHaTanbHaa AnarHocTuKa (c
MCNOoJib30BaHMEM pa3HbIX MeToaoB: Y3MU,
deTockonusa, amHnoueHTe3s n ap.) B 1- u 2-m
TpumMecTpax bepemMeHHOCTM.

3. Meauko-reHeTn4yeckoe
KOHCYINbTUpOBaHUe.

4. KOHTpOsb 3a MyTareHHOU ONacHOCTbLIO
dakTopoOB OKpyXKalLleUn cpenbl.
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