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Cunpapom JlayHa - camasi pacClipoCTpaHeHHasi U3 BCEX U3BECTHBIX HAa CErOHSAIIHUAM JIEHD
dopmMa XpOMOCOMHOHN NaTOJIOTUM; 3TO HauboJiee pacnpoCTpaHEHHOe TIeHeTHU4YecKoe
COCTOAHUE, BCTpedawlieeca y oxHoro u3 600-800 HoBopoxkAeHHBbIX. B naHHOM ciydae,
YMCTBEHHAsl OTCTaJIOCTb COYEeTaeTCs CO CBOEOOPAa3HOM BHEIIHOCTbI. MiulafieHLbl C
CMHJpOMOM /JlayHa pOXJalTCs HE3aBUCHMO OT HAlMOHAJbHOCTU POAWTEJIEN, COLHAbHO-
3KOHOMMYECKOT0 YPOBHS CEMbM, HAJIMUUA UMW OTCYTCTBUS BPeJHBIX NMPUBbIYEK MAaTepu U
oTua. MaJibuMKHY U IEBOYKHU POK/IAKTCSA C OMHAKOBOM YaCTOTOH.

Kak oTMeuyeHO B JIMTEPATYPHbIX UCTOYHHUKAX, YTO BIEepPBble CHHJPOM ObLJ OMHCAH B
1866 roay JlxoHoMm JIaHrpoHoMm /JlayHOM y JeTel, POXKAEHHbIX OT pa3HbIX MaTepeu, HO
MMEIOIIUX CX0XKHWE BHEIIHHE YePThl, KAK «YMCTBEHHAsl OTCTAJIOCThb Y MalMEHTOB C BbICOKOU
YYBCTBUTEJBHOCTbIO K HWHQPEKIMSIM W HU3KOW MPOAO/HKHUTENbHOCTBIO KHU3HU». [KOH
JIsnurpoH /layH Ha3BaJl JaHHOE sIBJIEHUE «MOHTOJIU3M».
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B 1959 roay y4enbiii XKepom JlexxeH omnpenesiuj reHeTUYECKY0 PUPOAY CHUHAPOMA.
Ero OTKpeITUIO IpejlIecTBOBA/IO M3y4YeHHWe KapUOTHUIA [ALUEeHTOB, KOTOpOe OH
OCYILEeCTBJIsSIJI COBMECTHO CO CBoel koJsuieror Maptoi 'oThbe, oBiageBiier B CIIIA TexHUKOH
BbIpe3aHUs XpoOMOCOM. bilarosapa 3ToMy MeTOAy OH CZes1aJl BbIBOJ, YTO BCe KMOHIOJIOUJbI»
MMEIOT OOILyI reHeTHYeCKyl XapaKTepPUCTUKY - TPUCOMHIO N0 21-U mape XpoMOCOM. JTO
O03HayaeT, 4To U3 23 nmap xpoMocoM, B 21-i nape HaXOAUTCs JUILIHSASA 3-9 XpoMocoMa. Takum
06pa3oM, pebeHOK ¢ cuHApoMoM /JlayHa uMeeT 47 XpoMocoM, a OObIYHbIA pebeHoK - 46. B
JIabopaTOPHOM KHUTE NMPHUCYTCTBYET 3aMHCh, cJleslaHHasA JlexkeHoMm 22 mMas 1958 roja, korza
BIlEpBble UM ObLIO 3apUKCUpPOBAHO HaJudyue 47 XpOMOCOM B KapuUOTHUIle pebeHKa C
cu"gpomoM /JlayHa. BeposaTHocTb poxaeHus pebenka ¢ C/l He omnpepesisieTcs pacOBbIMU U
COLMAJIbHO-3KOHOMUYECKMMH MPUHA/JIEXKHOCTSAMHY, @ B 3HAYUTEJIbHOW CTENEeHU 3aBUCUT OT
BO3pacTa MaTepH .

[loBbILIEHHBIM UHTEpec K TpUCOMHUU No 21 mape XpomMocoM — cUHApoMy JlayHa —
00'bSICHAETCS BbIPAX>KEHHOM ero KJIMHUYECKUX IPU3HAKOB, a TAKXKe JIydllled M0 CpPaBHEHMUIO C
JIPYTUMH XPOMOCOMHBIMU CUHAPOMAaMU BBIXKHUBA€MOCTbIO U B 3TOM CBSI3U — BO3MOXKHOCTbIO
paHHell aAuarHocTuku. CuHapoM /[layna (C/]) — camas 4acTas 4 Xopouio usydyeHHass ¢popma
XpoMocOMHOM mnatosorud (XII), mpu KOTOpPOH OTCTaBaHWE YMCTBEHHOTO pa3BUTHUA
coyeTaeTcs CO CBOeOOpa3HbIM BHELIHUM OOJMKOM  OOJIbHOTO. 3HauyuTeJsbHas
pacnpoctpaHeHHOCTh (1:500-1:800 HOBOpoOXAeHHbIX) U mpeobsasanue CJ| cpeaud Bcex
XpOMOCOMHBIX (opM osuroppeHud o00yCJA0BJAEHO OTHOCUTEJNbHO HHU3KUM ypPOBHEM
BHYTPUYTPOOGHOU rrbesiv naoA0B C 106aBOYHON 21 XpOMOCOMOM U OTHOCUTEJbHO BBICOKOU
YKU3HECIIOCOOHOCTbIO TAKUX OOJIbHBIX.

XpomocoMHble 60Jie3HU — OoJsiblllafgd Tpynna HacleACTBEHHBbIX 0OoJie3HeH C
MHO>XeCTBEHHBIMU NMOPOKaMHU Pa3BUTHUSA, 00YCJ0BJIE€HHAsA HapyLIeHUEeM YUCIa U CTPYKTYPhI
xpomocoM. [laTosioruueckue apPpeKTbl XpOMOCOMHBIX aHOMAJIUK MOTYT MPOSIBJASATHCS yXKe CO
CTaJiMd 3UTr0Thl, OYJyYd OJHUM H3 TJIaBHbIX (PAKTOPOB BHYTPUYTpoOHOU rubesu. C/l
SBJISIETCA  COLMAJbHO 3HAuYUMMbIM 3a00/ieBaHUEM, HENOJJAIIUMCH JIEYEHUID WU
NOCTHAaTaJIbHOM KOPPEeKLUHU, NpeJCcTaB/seT O0JbIly0 NpobseMy [Jil CEMbU M 0OILEeCTBa B
nesioM. Jlo 40% koeyHoro ¢oHZa B JAoMax pebeHKa U B JO0MaxX WHBaJMUJOB 3aHUMAIOT
nanueHThl ¢ C/l. [1aBHOM ocobeHHOCTBIO C/] AB/IsIeTCS MpeuMyleCTBEHHOe BOSHUKHOBEHUE
O6oJIbLIMHCTBA cJjy4aeB 3abosieBaHusa (f0 80% cpeau Bcex ciayyaeB C/]) B pesyJsibTaTe
cnopaavyeckux de novo MyTalMil B TMOJIOBBIX KJIETKax poAauTesed (HepacxoxJeHUe
XpOMOCOM B OJJHOM H3 JleJIeHMW Mel03a, Yalle BCcero — B mpoluecce ooreHesa). U b
He3HayuTesbHasgd 4acTb ciaydaeB CJI — pe3synabTaT Hecb6aJaHCUPOBAaHHOIO BapUaHTa
XPOMOCOMHOW CEMENHOU EPECTPOMKH .

Cungpomy JlayHa NOCBSIEHO O60JbIIOE KOJUYEeCTBO MOHOrpaduil M cTaTed Kak
3apy0exHbIX, TAK U OTeYeCTBEHHbIX HUccae/joBaTesell. MHOro paboT MOCBALIEHO U3yYEHUIO
4yacToThbl BcTpedyaeMocTu C/l, 0cCOGEHHOCTSIM MO3aW4YHbIX BAPUAHTOB , UMMYHHOI'O CTaTyca,
penpoAyKTUBHON QYHKIUH, CUCTEMbI KPOBH, 06MeHa BellecTB U Ap. OHaKO GOJBLIMHCTBO
pabot gatupyercsa 70-80 romamu mpouwioro croJietus. [lorpe6oBasiock 6osiee 100 ser,
YTOOBI JJ0Ka3aTh HacJeACTBEHHYI NPUPOAY cUHJApoMa U cBa3b ero ¢ XII. Ceityac 6oJiblioe

Volume 5 Issue 4, April 2025 ISSN 2181-287X


http://www.in-academy.uz/

EURASIAN JOURNAL OF MEDICAL AND

NATURAL SCIENCES
Innovative Academy Research Support Center
IF =7.921 www.in-academy.uz

BHUMaHUE yJeJseTcd COLWaJbHOM aJanTallud W WHTerpalud B O0O0LIeCTBO JaHHOMU
KaTeropuu 60JIbHbIX.

ABTOpaMu JIUTEpPATypPHbIX UCTOYHUKOB TaK)Xe OTMeYeHbl JJaHHble, UTO B HacCTofllee
BpeMsi He pa3paboTaHO eJMHOM CHUCTeMbl AUCIAHCEPHOro HabJurogeHUs 3a geTbMu c C/L.
[Ipo6JsieMbl 3a/iep>KKHM HEPBHO-NMCUXUYECKOTO PA3BUTUS JIETEW pellaldT NCUXOHEBPOJIOTH,
NICUXO0JIOTH, AedekTosoru. [IpobsemMbl 06ydeHUs1 60JbHBIX — 3a00Ta nejaroros. Kpome Toro,
6osbHble ¢ C/l mO/DKHBI ObITH aJaTUPOBAaHbl K OKpyXawlled cpeje, NpexJe BCEro K
COLMAJIbHOMY OKpYK€HHI0. JTUMM BOIpPOCAMH 3aHUMAIOTCA CHENUaIUCThbl COLMaIbHBIX
cayx6. [l neguaTpa o4HOW U3 IJIaBHbIX 33/la4 SIBJSIETCS KOMIJIEKCHBIM aHaIM3 MPUYUH U
yCI0BUH, GOPMUPYIOIIUX AePeKTbl pa3sBUTHA He TOJbKO Ha WHAWBUAYaJbHOM, HO U Ha
NONyJIAUOHHOM YypOBHE, aHa/lU3 MNapaMeTpoB ¢usuveckoro pas3BuTtusa fgetern ¢ C/| B
COBOKYIHOCTHU C HCCJeJJOBaHUEM YCJIOBUHM KU3HU [/l ONTUMMU3ALHUU CPOKOB U 0OBbeMa
JIUCNIaHCepU3alliU OLleHKH a/leKBaTHOCTH PeabUJIUTALUOHHBIX MEPONPUATHUH.

OpHako, umes 60JblIyI0 MHGOopManuio o C/l mo cpaBHEHHUIO C IPYTUMU XPOMOCOMHBIMHU
3abosieBaHMAMM, B I[OCJHe[JHUE TOJAbl B CBI3M CO CHU)XKEHHEM KaudecTBa HabOJ/0JeHus
OepeMeHHbIX KeHIU[UH F'eHEeTUKHU CTaJIM Yallle CTAJKUBATbhCSA C POXJAEHUEM JieTell ¢ JaHHOU
natosorueid. HecMoTpsi Ha mpoBeJleHHble HCCJAe[0BaHUs, TpPebywT O6oJsiee TJyOOKOTO
u3y4yeHUs] 0cobOeHHOCTH ¢GopMHUpOBaHUA 370poBbsl gAeTed ¢ C/Jl Ha paHHUX 3Tanax
IOCTHATaJIbHOTO OHTOreHe3a, OlleHKa (aKTOPOB, ONpeessoLUX 3l0pOBbe U KPUTEPHEB,
ero XapakTepu3yKoLUX B JUHAaMHUKe HaOJIIOJeHHs, a TakKXKe HEeKOTOpble KJIUHUKO-
byHKLMOHa/NbHbIE U MeTabosinyeckhe 0cob6eHHOCTH. Ocobblil HWHTepec MNpesACTaBJSIT
npo6JjieMbl JUCHAaHCEPU3ALMU JleTel, HaXoASLUXCsd KaK B  CHelUaJu3upPOBaHHBIX
yupexxJeHUsX, TaK U BOCIIUTHIBAIOIIUXCS B CEMBbE.

Tak, HanpuMep, pUCK pOXKJeHHUs pebeHKa ¢ TpucoMuel 21-i1 xpomocoMbl y MaTepu 30
siet coctaBuT 1:1000, a y maTepu 40 et - 9:1000.

CraTucTyU4YecKue JaHHble NOKa3a/y, YTO B CpeJJHEM, B MUpe pacnpocTpaHeHHOCTb C/]
coctaBsidgeT 1:1000 kMBOpOXKeHHBbIX. PacnpoCcTpaHEHHOCTh 3aBUCUT OT HAallMOHAJIBHBIX, U
KyJbTYPHbIX 0COOEHHOCTeN pervoHa. B cTpaHax, rJie mpepbiBaHUe OepeMeHHOCTH
HE3aKOHHO, HamnpuMmep MHWpJaaHAuM, pacnpoCTpaHEHHOCTb Bbille. B uHcciaemoBaHum
npoBeseHHOM B  Hwuaepsangax  pacnpoctpaHeHHocTb CJI cocraBusia  16:10000
YKUBOPOX/IEHHBIX.

[Ipu aHanuse ABaAlaTUIETHErO NPUMEHEHUs NMPOTrpPaMM IMpeHaTaJbHOI0 CKPHHHUHIA
C/Zl c uccnepoBaHreM YpOBHSI OMOXMMHYECKUX NOKasaTeJied KPOBU MaTepU B COUYETAHUU C
yJAbTPa3BYKOBbIM 00cCJeZj0BaHUEM 1103, B BesnkoOpuTaHWM ObLIO NOKa3aHO, 4YTO
pacnpoctpaHeHHocTb C/I, BKJlOYash [AWarHOCTHPOBAHHBIX MpeHaTa/bHO, 3HAYUTEJbHO
BO3pOCJa, NpU 3TOM pacnpoctpaHeHHOcTb C/l cpeay >KUBOPOXJAEHHBIX, B LeJIOM, He
M3MeHUJach. YBeJMYeHHe MaTePUHCKOTO BO3pacTa C OZJHOU CTOPOHBI U POCT BBIXKUBAEMOCTHU
JleTeil ¢ TpucoMmuer 21-i XpOMOCOMBI C Jpyrod CTOPOHBI AT KOMIEHCUPYIOIIUN 3pdeKT
NpUMeHeHUs1 TMpeHaTaJbHOU [JWAarHOCTUKU C MNpepbiBAaHUEM OepeMeHHOCTH, NMpPU 3TOM
CHUXKas OOIMKA YpoBeHb poxAaeMocTu. Tak e, ObLJIO MOKa3aHO, YTO MJaJeHuYecKas
BbDKHMBaeMocThb AeTel ¢ C/l, ocobeHHo AeTelt ¢ BIIC, 3HaunTeIbHO Bo3pocia, gocturasa 100%.
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[IpolO/IKUTENIBHOCTD KM3HU JleTel BO MHOTOM 3aBUCHUT OT NOKa3aTeJsl MJIaZeH4eCKon
cMepTHOCTU. Haubosiee 4YacThIMM NOpPUYMHAMU CMepPTHOCTH y JeTed c¢ C/l saABaseTtcs
BPO>X/IEHHbIE IOPOKU CEP/LLa U peCIupaTOpHble MHQPEKILIUH.

3apyOexxHble HCCJe[0BaHUS CBUJETEJbCTBYIOT, YTO UIMPOKO pPaCIpOCTPaHEHHbIE B
CIIA mporpaMMbl paHHEro BMellaTeJbCTBA U PaCIpPOCTPaHEHHble B CTpaHax 3amnaJHOu
EBponbl 1 CkaHAMHABUM IPOrpaMMbl aOUIUTALIUU IS [leTel C 0COObIMHU MOTPEOHOCTSAMU OT
poxaeHUs A0 3X JIeT U UX POJUTeJied MOoKa3aJu CBOK 3P(PEeKTUBHOCTb U MO3UTHBHOE
BJIMSIHME Ha pa3BUTHe 0COO0ro pebeHKa, ero B3aUMOJeNCTBUE C OJIU3KUMU B3POCJAbIMU U
KayeCcTBO COLIMAJIbHOM afanTayuu . /leTu paHHero Bo3pacTa € CUHAPOMOM JlayHa U HX
poAuUTeNd NpeACTaBJAIT CO00M TNOCTOSHHYI TPYNIY K/IWEHTOB, HYXJAIOLUXCAd B
MEeX/AUCLUIJIMHAPHOM CONpOBOXAeHWU. Hapaay ¢ pacTymjuMm KoJiM4ecTBOM OOpalleHUU B
NporpaMMbl paHHEro BMellaTeJbCTBa POAWTEJeH, BOCIUTHIBAKOIIUX JleTed C CHHAPOMOM
/layHa B ceMbe, MO-NpeXXHEMY OOJIBIIMHCTBO JAeTel C 3TUM [AUMarHo3oM NepeAalrTcs B JoMa
pebeHka. B ycioBUsAX AenpyUBaliM, B OTCYTCTBUHU GJIM3KOT0 COLMAJIBHOTO OKPYKEHUS, IETU C
cuHApoMoM /JlayHa He MOTYT NOJIHOCTbIO peasu30BaTh NOTEHIMAa/] CBOMX BO3MO>KHOCTEHU.
Jl/is1 pa3paboTKHU HOBBIX MOJXO0/IOB COMPOBOX/AEHUS AeTel ¢ cHHApoMoM /JlayHa B YCJIOBUSAX
JloMa pebeHKa HeOOXOAMM aHa/U3 OCOOEHHOCTeM HX pa3BUTHUS U CpPaBHEHHUE C JeThbMU,
BOCIIMTHIBAKIIMMUCS B CEMBE.

B nocinegHue JecATU/IETUS MJIaJleHYecKass CMepPTHOCTb JeTed C Tpucomued 21-u
XPOMOCOMBI 3HAUYUTEJNbHO CHUXKAETCS 3a CUeT YJIy4ylleHHUs KayecTBa MeJULMHCKOW TOMOLIH,
B TOM YUCJIe XUPYPrAYECKOH, ZeTAM C BPOXKJEHHBIMU MOPOKAMH CepAla U KeJay[04HO-
KUIleyHoro TpakTa. Tak, B Hugepsangax MiaageH4yeckass cMepTHOCTB geTel ¢ C/l cHu3uiach
c7,07% B 2012 rony 0 4% k 2019 roay. Bce ke, 3Tu 1udpbl 3HaUUTEJIBHO KOHTPACTUPYIOT C
ob6uie MJaZieH4Yecko cMmepTHOCThi0o B Hupepnanpgax, kotopas coctasisieT 0,48%. Ilo
JlaHHBIM JUTepaTypbl, B 95% cunapom JlayHa - pe3ysabTaT NOJHOW TpucomMuu 21-u
XpPOMOCOMbI BO3HHUKIIEN MPU HEPACXOXKJEHUU XpOMOCOM B rameTtoreHese. OctasbHble 5%,
NpUMEPHO I[OoNoJiaM, NPUXOAATCA Ha TpaHCJAOKalMoHHble ¢QopMbl (4Yamie - 3TO
Po6epTcoHoBCcKas TpaHCJI0KaLUs (9ql4;21)) U MO3aUI[U3M. C MOMOIIbIO
BBICOKOCIIELIMa/IU3UpOBaHHbIX MapkepoB JIHK oka3anocb BO3MOXHBIM ONpeAeavuTb
MeXaHU3M BO3HUKHOBEHUS peryjasapHod TpucoMuu 21-1 xpomocoMbl. Okaszasocb, 4YTO
HapyuleHUsI MeKo3a, KOTOpble MPUBOAAT K BOSHUKHOBEHUIO TPUCOMUHU 21-U XpOMOCOMBI B
NOJaBJAIONIEM OOJIBIIMHCTBE BO3HUKAIOT BCJIEACTBUE HapyuleHUH (OpMHUPOBAHUSA
SAWIEKJEeTKH, U ToJbKO 5% - B pe3yJsbTaTe HapylleHUU clnepMaToreHe3a. bosbIIMHCTBO
HapylleHUH Melo3a y MaTepell nmpoucxoadaT B ¢ase meitos3a . CpeHUN Bo3pacT MaTepew,
IpU 3TOM cOObITUM cocTaBaseT 32 roga. Hapywenuss Bo Il dase meitoza y matepei
NPOUCXOAAT NPUOIU3UTENBHO TOJbKO B 20% ciy4aeB. HapylieHuss crnepMmaToreHesa,
NpUBOASAILIME K HepacxoxJeHUIo 21-i1 mapbl XpoMOCOM, NMpPouCXoAUT B ¢ase Meiosa IL
CpeaHuid BO3pacT poAuTesed NPU TaKOM COOBITHUM MNPUOJIMKEH K CpeaHeMy
penpoAyKTUBHOMY BO3PacCTy.

[Ipy wuccnefoBaHUM BO3HUKHOBEHUSI PoOepTCOHOBCKOM TpaHcaoKanuu de novo
BbISICHUJIOCh, YTO BCE TPAHCJOKALMM MaTEPUHCKOTO MPOUCXOXKAEHHS, IPU 3TOM CpeJHUU
BO3pacT MaTepeu cocTaBuJI 29,2 JieT.
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[IpeHaTa/bHadA yJbTpa3ByKOBasd AWUArHOCTUKA M03BoJAeT BbIABAATL BIIP y mioxa u
CTaBUT BOIIPOC O 11€J1eCO00OPa3HOCTH NPOJIOHTMPOBaHUs GepeMeHHOCTU npu AaHHOM BIIP.
TakuM o6pasoM, npeHaTa/bHAasA JAUArHOCTHMKA BJIMAET HA YUCJIO pOXAeHHBbIX AeTed c C/l
uMemIux Tshxesble BIIP, 1 ciefoBaTenbHO, HA CTPYKTYPY BpOXKAeHHOU natosioruu npu C/l B
L,eJIOM.

Jna onpefeseHnss obbeMa U CPOKOB OKas3aHHUA HeOOXOJMMOM JAUArHOCTUYECKOH,
npoduJIaKTUYECKOH, TepaleBTUYECKOM, B TOM UMCJIe CIellMaJU3MPOBAaHHON MOMOUIY AeTAM
C Tpucomuen 21- XpOMOCOMBI HEOOXOAMMO 3HAHUE YAaCTOThI, CTPYKTYpPbl U KJIHWHHUKO-
JIUaTHOCTUYECKUX  OCOOEHHOCTeM  acCOUMMPOBAHHOM C  CHHJAPOMOM  MAaTOJIOTHM.
[IpodunakTuka, paHHAA JUArHOCTUKA CTEPTHIX GOPM 3TUX 3a00JIeBAaHUU YIYYLIUT UCXOA U
cBeZleT K MUHUMYMY BepOATHOCTb Pa3BUTHS OCJI0XXHEHUH, CHU3UT IKOHOMHUYECKHE 3aTPaThI
Ha JiedeHHe 3TUX OCJIO)KHEHU M.

CunzapoMm /JlayHa fABJSeTCA WHBAJIMU3UPYIOLIUM COCTOSIHHEM, OJJHAKO OOJIBLIMHCTBO
uccjaenoBaTesied U CIelya/IiCTOB, OCYILEeCTBAAKIIMX ICUX0JI0r0-NeJarorudyecKyo nNoMolb
TaKUM [leTsM, I[0Ka3blBAalOT BBICOKYI0 CTelleHb BO3MOXHOCTH COLMaIM3alUy JIML C
TpucoMuer 21-d XpOMOCOMBI, NpPHU YCJAOBUU CBOEBPEMEHHOIO aJleKBAaTHOIO JIeYeHHUS
CONYTCTBYIOILEX [TAaTOJIOTUH, HAIpUMep, THIIOTHPeO3a.

3HaYMUTeJbHBIM BKJaJ B yJydlleHHe KadyeCTBa >KU3HU U B IOBBILIEHWE COLMAaJIbHOU
ajlafnTalMu JiML, C TpucoMued 21- XpoOMOCOMBI B 3apy0OeXHbIX CTpaHaX BHECJHU
CreliMaJu3upOBaHHble MeJULMHCKUE NPOPUIAKTHYECKHEe PYKOBOJCTBA U pPEeKOMEHJAaLHH.
Beicokas coumasnpHaa ajganrtauusa nagueHToB ¢ C/l B Apyrux cTpaHax NOBBICKMJIA Ka4eCTBO
’KU3HHU 3TUX JIIOJEW U MO03BOJISET UM ObITh CaMOCTOSTE/JbHBIMH, HE3aBUCUMbIMHU 4JIeHAMHU
ob1ecTBa.

B HacTofilee BpeMsa B Halllel CTpaHe HeT JAHHBIX O PACIPOCTPAaHEHHOCTU TPUCOMUU
21-n xpoMmocoMbl, mnockosbkKy C/l <ABaseTcd YacTbl0 O0OIIEro MOHUTOPUHra Bcex
M30JIMPOBAaHHbIX U CcHUHJpoMaibHbIX ¢opm BIIP. HeT coBpeMeHHbIX 06061IEHHBIX
POCCUUCKUX JAHHBIX O 4aCTOTe U CTPYKTYype BPOXKJEHHBbIX IIOPOKOB Pa3BUTUA U [PYTIUX
3a60/1eBaHUN Y 3TOM KaTeropuu HaceseHus. OCTpO CTOUT HeOO6XOAMMOCTb pa3pabOTKH
PYKOBOACTB MNpoduiakThUieckoro HabuswogeHus 3a getbMu ¢ C/l. HWx paspaboTka
BHeJ[peHHe KpHUTepHeB OLLeHKHM COBMECTHO C peKOMeHJAUUsMU MPOoPUIaKTUUECKOTrOo
HabJyoJleHuss B paboTy neauaTpa YJAy4YUIMT KayeCTBO MM3HU U IOBBICUT CTeleHb
conuasbHOM ajganTtanuu getel ¢ C/l. Xopoliee comaTuyeckoe 3/J0pOBbe NMO3BOJIUT PEOEHKY C
C/] peanv3oBaTh CBOM MOTEHIMAJ U CTAaTh aKTUBHOM YacCTbIO 0611eCTBa.

TakuM 06pa3oM, B KOHIe JIUTEPATypPHOro 0630pa MOXXKHO OTMETHUTbD, UTO aKTyaJlbHOCTb
M3y4eHHs XPOMOCOMHBIX 00JIe3Hel He BbI3bIBaeT COMHEHHA B CBA3M C BBICOKUM YPOBHEM HX
pacnpoCTPaHEHHOCTHU U CyIleCTBEHHBIM BKJIaZJOM B IPUYMHBI [IeTCKOM CMEPTHOCTH.
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