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[IxoHaTaH OaBapac

Cunopom D0sapdca — 3aboiieBaHUE, 00YCIOBICHHOE
CIIOHTAHHOW  MyTallu€d TE€HOB W  IIOABJICHUEM
JTONOJHUTENLHOMN 18 XPOMOCOMBI. [TomoOHbBIE
MATOJIOTUYECKUE U3MEHECHUS TMPOUCXOAAT B OPraHU3ME
miojga Bo Bpemsi sMOpuorenesa. Tpucomusa mno 18-oit
ayTOCOME COMPOBOXKJIACTCS Pa3HOOOPa3HBIMU MOPOKAMU
Pa3BUTHSI, TPUBOIAIIMMHA K UHBATUIHOCTH WA CMEPTHU
pebenka. CuHIpom DaBapica pacpoCTpPaHEH MO BCEMY

36MHOMY IIIapy Oe3 YEeTKOW 3aBUCUMOCTH OT MECTHOCTH
WJIA Pachl.




Y OoNBbHBIX JI€Te W3MEHSETCS] BHEIIHWM BHJ, TMOPAKAETCS OMOPHO-IBUraTeIbHAs,
MUIIEBAPUTEIIbHAS, CEPJICUHO-COCYIUCTasl, HEPBHAS M MOUYEnojioBas cucteMbl. CieacTBUEM
KOJINYECTBEHHONW XPOMOCOMHOM aleppaluu siBIseTCsl CBOeoOpas3Hblii (DeHOTUIT — JJIMHHAS
rojioBa; HEIOPa3BUTHIC YIIM, IJla3a W YENIOCTH; KOPOTKas BEpXHss ryba; KOCOIamoCTh.
Cunapom DnBapjaca MPOSIBIISCTCS LIYOOKOH VMCTBEHHOU OTCTAJIOCTELIO )51
MHOTOYHMCIICHHBIMU BPOXACHHBIMHU MOPOKaMH BHYTPEHHHUX OPraHOB: cep/illa, MO3ra, MoYyekK.




[MPNYNHDBI

[MpuumHOM  3aboneBaHuUst  SABMSIETCA  HanuyuMe  OONOSHUTENbHOM 18-
N XpOMOCOMbI (TPEX BMECTO [ABYX B HOpMe AONnd AMnfiougHoro  Habopa)
B KapuoTure 3uroTol.

Kapuotun sgopoBoro pebeHka coctouT n3 46 xpomocom: no 23 oT obowux
poauTenen. Y nuy ¢ cuHApomMoM 3aBapaca nod BNUSIHUEM HE YCTaHOBIIEHHbIX
Haykon dakTopoB npoucxoanT AOyOnupoBaHME T[EHETMYECKOro wmarepuana, u
nosiBNAeTCs AonosiHutenbHaa 47 XpomMocoMa, KoTopas HABMSETCHA  «JULLHEN».
O6blvHO MmyTauuu nogpepraetcs 18 xpomocoma. Tak hopmupyeTca Ha3BaHue —
Tpucommnsi 18. XpOMOCOMHbIE HapyLIEHUSI NMPOUCXOOAAT B npouecce obpasoBaHUs
ramMmet unn gpobrneHust 3urotbl. B GonblUMHCTBE CrnydYaeB BO3HWKAET MpocTas
Tpucomma 18, KpanHe pedko — MO3aumvyHas WM TpaHcrokaumoHHas dopma.
[MpuunHbl cMHopomMa JaBapAca B HacTosiee BpeMsi OCTalTCsl HEU3BECTHbIMW.
BornbHOn pebeHOK MOXeT MnosIBUTbC Ha CBET B CeMbe, [Oe poautenn u
POLACTBEHHUKN ABMSAOTCA abCONOTHO 340POBLIMN.



0 IHoanas mpucomus — tpu 18 XpoMOCOMBI B KaXKI0H KIIeTKe 1uioaa. IlaTomorus
00yCJIOBJIEHAa HEPACXOXKIECHUEM XPOMOCOM B Tpoliecce meiosa. [loutu Bcerna JumHssA
XpOMOCOMA TIEPENAETCS MO0 MATEPUHCKOW JIMHUU. JTOT BAPUAHT CUHpOMa DJIBapca
MPOTEKAET JOBOJILHO TSKEJIO IO CPABHEHUIO C IPyTUMU (hOpMaMU, BCTPEUAETCS HAMHOTO
yale U NPakTHISCKU BCEITla UMEET HEOMaronpusTHBIN MPOTHO3.

OMo3auuuszm cBsi3aH ¢ HEPACXOKICHHUEM XPOMOCOM ITOCJIE CIUSHUSA MMOJOBBIX KICTOK Ha paHHEH
cTaauu ApoOsieHus 3urotel. O0e raMeThl U3HAYAIPHO UMEIOT HOPMAJIBHBIN Ha0Op XPOMOCOM, HO B
pe3ynbTare yABOCHUSI TEHETUYECKOro MaTepuaia u GOpMUPOBAHUS 3apOJIbIIa MPOUCXOIUT COOM.
IIpu 3TOM TOJBKO YaCTh KIIETOK IJIO/A MOJIYUHT JIMITHIOK XPOMOCOMY. [0 MaroaoruuyecKux
KJIETOK HUKorna He npesimaeT 50%. VX 4nciio 3aBUCUT OT TOro, HAa KAKOM dTare JeIeHUs
HavyaJIbHOM KJIETKH IMpou3olies cooil. Yem Mmo3ke 3T0 MPOUCXOAUT, TEM MEHbIIE OyAeT J0JIs
nedexTHpIX KiIeToK. OO0IIee CoOCTOSIHUE MalMeHTa Py 3TOM JIeT4ue, YeM MPHU KJIacCUUecKoi Gopme
Tpucomuu 18.

OYacmuunas mpucomus v TpaHcaoKalus — no0aBiieHre GparMeHTa TpeTbeld XpOMOCOMEI B
pesyabrare JeexTa JeIeHHs] TeHETUYECKOro Marepuana. TpaHCIOKallMOHHAsI IEPECTPOMKA BENET K
M30BITOYHOCTH MH(POPMALIMU U HAPYIICHUIO T€HETUYECKOW MOCJIEeI0BAaTEIbHOCTH B JBYX
xpoMocomax. ['eHbl 18 XpoMoCOMBI MEPEXOAAT C OAHOTO ydacTKa Ha Ipyroil. s malueHToB ¢
YaCTUYHOUM TpucoMmueil 18 mporHo3 yuiie, yeM ISl IeTel ¢ oJIHOM (OopMOH, HO BCE PAaBHO
OCTaeTCA HEOMAroNnpUATHBIM.
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CuHapom JOaBapaca



PakTopbl, CNOCOOCTBYIOLLME PA3BUTUID NATOMNOIUN:

[ HeBnaronpuaTHasa akonorm4,

0 obny4eHune,

[0 BO3OENCTBME XMMNKATOB U MPOYNX TOKCUHOB,
[ npnem ankorons 6epeMeHHON XKEHLLMHOMN,

[l aKkTMBHOE M NAaCCUBHOE KypeHUe,

[0 BO34ENCTBME HEKOTOPBIX JIEKAPCTB,

[0 KpoBHOE POACTBO CYNpYyros,

[0 3aboneBaHus nonosoun coepel,

[0 Bo3pacT matepu ctapuie 40 ner.

BbiwenepeyucrieHHble bakmopbl Nullb roskiuarom puck pa3eumusi 0aHHoU
Mymauuu, a He S8/sitomcsi ee HerocpedCmeeHHbIMU MpuUYUHaMU.



CUMIITOMBI

[lepBble NPM3HaKW NaTonormm NosBASATCA BO BpeMsi 6epeMEHHOCTU:
[0 MHorosoague,
[0 Cnabas akTMBHOCTb Nnoaa,
0 N'vnonnasua nnaueHThl,
[0 AHOMarnbHOEe CTpOeHMe NynoBUHbI

HoBopoXaeHHbIe OeTU UMEKOT
HMU3KYK0 MaccCy Tesfla — OKOSo 2 Kr, a
TakKe npuaHakm runotpodounn npm
OOHOLLEHHOW NN NepeHoLLEHHON
6epeMeHHOCTU. Y HUX HapyLleH
npouecc AbliXxaHusi, cocaHus u
npornarbiBaHUs Mosnoka. wm
TpebyeTcsa NnTaHue Yepes 30HA U
OnuTenbHas BEHTUNALMSA NErknXx.




deHOoTUNNYECKME NPU3HAKU HOBOPOXKAEHHbIX C CUHOAPOMOM
daBapAaca:

Odonmnxouedanua — OJIMHHOIONOBOCTb,
[HenponopunoHanbHO ManeHbKada ronosa,
OHn3knn nob,

[BbICTynarLLnim 3aTbIoK,

Od«loTnyeckoe» HebO,

[0Y3kue rnasHble LWwenwu,

0Y3Kkui n BoaBneHHbIN HOC,

OMwuKporHatusa — marieHbKasi YemntocTb,
OMwukpodpTaneMmna — Menkue rrnasHble S0rnoku,
J«3aaubs rydba» n «Bon4ybs Nactby,
OBepTukanbHas ckragka Ha BHYTPEHHEM Yrosike rnasa,
dlMaTtonornyeckn HenpaBUbHbIN MPUKYC,

O/ ckaxeHHble 4epThbl nuua,

0OnyLieHne BepxXHero Beka,

OCTtpobunam,

[OKopoTkasa wes,

O0dedopmauns yLHbIX pakOBUH,

OHu3kasa nocagka yLien.



XapakTtepHble gechopmauuun HapyweHuna ncuxmyeckoun

cKkenera: cchepbi:
OcuHpakTunus kucren, [ymcTBEHHasa oTcTanocTb,
JykopoYeHHasi u paclumpeHHas rpyavHa, JonurocdpeHnsm,
[JkoconanocTb, Oumbnuymnmam,
OuckpuBneHne NO3BOHOYHNKA, 0uanMoTunam,
[rvno- n atpodous MbiLwL, 3apep>xka HepBHO-NCUXNYECKOro

[«cTona-ka4yankay,

[nonHoe cnusiHne nnm nepenoH4YaTocTb
nanbueB Ha HKHUX KOHEYHOCTSIX,

[aHomanbHoe crnbaHune n pasrnbaHune
CYyCTaBOB,

[donekcopHoe NofioXXeHne KACTH.

pas3BUTUS.



TsAXenble aHOManum co CTOPOHbI BHYTPEHHNX OPraHoB:

[IBpOXXOEHHbIE MOPOKK cepaua,

Orpbikuy,

[IMeKkenes ANBEPTUKYIT,

OcyxeHne npuepatHuKa,

[oTcyTCcTBME aHanbHOro OTBEPCTUA,

[ynBoeHne MOYeTOYHUKa,

[Inoyka B popme NoaKOBHlI,

[pacwmpeHmne yalwe4yHo-NoXaHO4YHOro KoMmnrekca,
[IBbINAYMBAHME CTEHKN MOYEBOIO My3bIps,
[lHeonyLleHne andKka B MOLLIOHKY,

[aByporasa maTka,

knutopomeranus,

HaTtpodusa nnun crnaxnsaHue U3BUIINH MO3ra,
[Mumkpouedranus,

[IMeHnHrommnenouene,

[IBOAsAHKA ronoOBHOIO MO3ra,
[cybapaxHomaanbHbIE KACTI,

[lHegopa3BuTMe Mo3Xe4yka 1 MO30SINCTOro Tena.



JlmarHocTuka

[dnarHocTuka cuHApoMa JOpaBapaca cknagblBaeTcss M3 Tpex 9TanoB —
obcnegoBaHMe CyrnpyXecknx nap A0 MOMeHTa 3adatusi, 6epemMeHHON XeHLNHbI A0
poaoB M pebeHKa nocne nosiBfieHUst Ha CBET.

I. [narHocTuKa Ao 3avatus pedbeHka — uaeanbHbll BapuaHT, HO He Bceraa
NpUMeHUMbIN. CneumanncTbl-reHeTUK MOTYT NULLb NPEeANonoXuTb, KAKOB PUCK
poXxaeHust pebeHka ¢ XpOMOCOMHbIM 3aboneBaHnemM B JaHHOW CEMBE.

O [10 MOMeHTa 3a4aTug Bpavn cobupatoT CEMENHbIN aHaMHE3, onpallunBas
poautenen o6 nx pogoCcrnoBHOWN.
O Bonblioe BHMMaHMe creumanncTbl yaensoT pakTtopamM pucka: BO3pacTy

MaTepu, NnepeHeceHHbIM UHMPEKLMOHHBIM 3a001eBaHUSAM, XPOHUYECKUM
bonesHssM, BpeaHbIM NPMBbIYKaM.

I [eHeTuYecKnn aHanms poguTenen — nonNHOLEHHOE nccnegoBaHue, C
MOMOLLbIO KOTOPOro COCTaBMSAETCA UX KapuUoTmn U 0BHapY>KMBaAKOTCHA Y4HaCTKN
NHK ¢ nedekTHbIMM reHamu.



II. [narHocTuka B nepuod BHYTPpUyTPOOHOro pa3snutus gaet bonee ToYHble
pesynbraTtbl, NOCKOSbKY 00CneayoT opraHnam nnoga. lNpenatanbHas
OVarHOCTUKa — BaXXHbIM 3Tarn B NPOLECCe BbISIBIEHNS XPOMOCOMHbIX
HapyLUEeHUN.

I YnbTpa3ByKOBOE UccrneaoBaHne nraona v gonnaeporpagua MaTo4Ho-
NJaUeHTapHOro KPOBOTOKa — HEMHBA3MBHbLIE METOAbI, MOMTHOCTLIO Be30onacHbIe U
pekomMeHaoBaHHble BceM bepeMeHHbIM. [pn3Hakm cnHagpoma daBapaca:
OTCTaBaHue nnoga B pasmepax n macce, 605bLIoe KONMNYEeCTBO OKOMOMNIOAHbIX
BO4, BUOAMMbIE aHOMaNUM pasBUTUS Yepena N KOCTEW, areHe3ns nynoYyHou
apTepuu, Mmanas BenMunHa nnaueHTbl, MHoroBoame, bpagukapaus, oTCyTCTBUE
HOCOBbIX KOCTEN, 2 apTeEPMN B NYNOBUHE, KNCTbl COCYAUCTLIX CNIETEHUMN.
[narHocTuka ¢ NOMOLLbIO YNbLTPa3ByKOBOIoO UCCeaoBaHUSA ABSETCA
noctoBepHoun Ha 100%.

0 CraHOoapTHbIVM NpeHaTanbHbIN CKPUHWUHIE BKITIOYAET aHarnm3 KpoBu Ha
CbIBOPOTOYHbIE MapkKepsbl. [ofly4yeHHble pe3ynbraTtbl COOTHOCAT C BO3PacToM
BepeMeHHON XKEHLLUHbI U CPOKOM rectaumn. [Npu OTKINOHEHNN NoKa3aTenen ot
HOPMbI CTaBAT BbICOKMI PUCK CMHAPOMAa OaBapaca. B Takmx crnyyadax nokasaHo
NCKYCCTBEHHOE NnpepbiBaHne 6epeMeHHOCTN N0 MEANLMHCKMM MOKa3aHUSM.




HAMHMOLIEHTE3 — KIMETOUYHbIM aHann3 oKononnogHbIX Boad. VIHBa3nBHaAs MeETOAMKA,
ocyLlecTBnsieMmas nytem sabopa aMHUOTUYECKOWN XXUOKOCTU LnpuueM. Ee kneTku
coaepxat obpasubl [1HK nnoga, KoTopblie NPOBEPAIOT HA HANNM4YMe reHeTUYECKNX
3aboneBaHun.

OKopaoLeHTe3 — uccrieqoBaHne NynoYHoOM KpoBU nrioga, no3sosisarLlee onpeaenntb
reHeTu4eckne aHoManum ¢ BbICOKOWM TOYHOCTBIO.

[Bunoncumsa xopnoHa npeacraenger cobom NyHKLWIO MaTKM Yepes nepeaHio OPHOLLIHYIO
CTEHKY 1 3a60p TKaHW AN aHann3a — CTaHAapTHOro reHETUYECKOro NCCneaoBaHUS.

BepemeHHbIM, nonagarLnm B rpynny BbICOKOro puUcKa, npeasiaraetcs npoBeneHue
MHBA3MBHOW OOPOLOBOM AMArHOCTUKK C MNOCMenyWwmMM KapmMoTunmposaHmem nroga.
HBa3MBHbIE METOAbI CHNTAOTCS CaMbIMU TOYHbIMU U HAAEXHBIMU, HO TPEByoWMMHU
ornepaTMBHOINO BMeLlaTenbCTBa M MPOHMKHOBEHMA B 060M04ky nnoga. [OuarHos
NOATBEPXKOAETCH NPM NOMOLLM ornpeaeneHns kapuotuna manbsiwa nytem KO-MLP.



JleueHne

CuHOpom Odsapdca, KakK U 6Ce XPOMOCOMHbIE aHoMaruu, Heu3neqyum.
[lamornozaus 8 bonbwuHcmee criydae8 HecoeMecmuma C XU3HbH. borbHbIM 0emsim
rnokasaHa cuMrnmomMamu4yeckasi meparnus, HaripaerieHHas Ha rnodoepxxaHue
cusuorioeudeckux yHKUUU opaaHu3Ma, rpoosieHUe XU3HU U yrydWweHue ee
Kadecmaea.

KoppeKkumss naTonormyeckux MpoLEecCOB, OMacHbIX AN XWU3HW, 3aKkniovaercs B
Ha3HaA4YeHUW NPOTMBOBOCMANIUTENIBHOIO W aHTUbaKTepuUanbHOroO JieYeHus npu
HanM4MM NHEBMOHWUWN, BOCCTAHOBMEHUM MPOXOANUMOCTU MULLIEEBAPUTENBHOIO TpakTa
Npu aTpe3nn KULLIEYHUKA, KOPMIEHUX Yepesd 30H/, UCMNOoSb30BaHUM NeHoracuTenemn
npu MeTeopusme, cnabuTenbHbIX CpPeacTB npu 3anope. [Ona noggepkaHus
XXM3HEecnocobHOCTU  BCEro opraHMama MNpOBOAUTCA  KOppeKkuuss  paboThbl
OblXxaTenbHOM U NULLEeBapUTENbHOM CUCTEM, a TakKe Hopmanusauus cepaedHomn
neatenbHocTU. BonbHbIM HeobxoauMo co3gaTbh CTEPUIbHbIE YCNOBUS, YTOOLI
n3bexartb pasBUTUSA pPasfUYHbIX MHMPEKUMOHHbIX 3abonesaHui. et ¢ gaHHbIM
CMHOPOMOM TpPebylT TLlATENbHOrO Yyxod4a W PerynspHoOro  NpOXoXaeHus
MeauLMHCKOro obcneagoBaHuns



