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CywectByeT 60ne3HU, NPUUYMHA KOTOPbIX
'l — reHeTn4yeckne OTKAOHeHUA. Mepen HUMM
MmeanumHa noka beccunbHa. OHa 6opeTca
TO/IbKO C MOCNeACTBUAMU UX NPOABAEHUA.
OOuH M3 Takux HeayroB — cuHapom [ayHa.
Bone3Hb Bbi3BaHa IMLLIHEN XPOMOCOMOM.

Ona nomowm, obpaweHus BHUMAHUA
obLIecTBEHHOCTM Ha npobnembl  Aoaen,
KOTOpble CTpagaloT 3TOWM  naTosormen, Wux
counanbHOM agantaunm yupexaeH
MEeXAYHApPOAHbIA MNpa3gHUK - BcemupHbIn
AeHb Naen ¢ cuHapomom [layHa, KOTOpPbIN
exxerogHo otmevaetca 21 mapra.




MepBbin MexayHapoaHbIM AeHb 4YenoBeKa € cnHapomom [ayHa 6bin npoeaéH 2006 roga no
MHULMATMBE rpeveckoro reHetnka CTuanaHoca AHTOHapakuca U3 *eHeBCKOro yHuBepcuteTa. PeweHune o
npoBeAeHNM AHA B MMPOBOM MacluTabe O6biNo NPUHATO MO MHUUMaTMBe MexayHapoaHon EBponenckom
accoumaumnm [ayH-CMHAPOM HaA LWECTOM MeXAYyHapoaHOM CUMMO3UYyMe, TMOCBAWEHHOMY 3TOM
reHeTM4YeCcKoM NaTo/IorMn, KoTopbin Npoxoamn B Manbma-ge-Malopka.

B nekabpe 2011 roga leHepanbHaa Accambnea OOH cBoen pesontoument noctaHosunaa ¢ 2012 roaa
OTMEeYaTb 3TOT AeHb, YTOObI MOBLICUTb YPOBEHb MHGOPMUPOBAHHOCTK 0b6LLECTBA O cMHAPOMe [ayHa.

Yncno n mecauy BcemunpHoro aHA nogen ¢ cMHAPOMOM [layHa CMMBOJIMYECKM OTParKkatoT npupoay
ero BO3HMKHOBeHMs. MapT BblbpaH NoTomy, YTo cuHApPom [layHa npeactaBadaeT cobon Tpucomuto (mapT —
TpeTui mecau roaa) no 21 xpomocome (noatomy u 21 mapra).
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CuHgpom [layHa Bnepsble onucan B 1866 roay 6puTaHCKMin Bpad
IXoH JlaHrgoH [flayH. Ha Hero noBAMAAM rMNOTe3bl A0KTOpa
K. KoHONM 0 cBA3M MHTENNEKTa, aMmouni YyenoseKka n Gopmbl Yepena.

Moutn cto net cnycta, B 1959 roay, dpaHuUy3CcKMi yyeHbin Kepom
NexxeH 060CHOBAN reHeTUYECKOEe MPOUCXOXKAEHNE STOrO CUHAPOMA.
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Kak nokasblBaeT MMPOBOW OMbIT, NHOAN C CUHAPOMOM [layHa MOryT HacnaxaaTbca
BCEMM MPENECTAMU }KU3HU, HECMOTPA Ha CBOK O0COBEHHOCTb. OHM TOYHO TaK e MOryT
€CTb BKYCHYIO MULLY, TyAaTb C APY3bAMM, YYMTLCA U NOCTUraTb HOBOE, XOAWUTb, beraTb,
3aHMMATbCS CMOPTOM, BAOONATLCA, KEHUTLCA U CTAHOBUTLCA poauTenamun. Ho ectb Koe-
YTO, Yero OHM Bce Ke He moryT. «ConHeyHble» AAN He yMeloT AraTb U npeaasaTb, 3TU

MOHATUA MM abCONOTHO YyKAbl. PaHUMblE, NCKPEHHWE, OHU YA3BMMbI CUIbHEe Hac.
Jlloan ¢ cMHapomom [ayHa o4vyeHb OBWUTEeNbHbI N APYXeNtobHbl, OHM MNbiTaloTCA
couManu3npoBaTbCca B 0bLLEeCTBe, HECMOTPA Ha BCe nNperpaapbl.




B Poccunm  ectb  opraHusaumm,  KoTopble
NOAAEPKMBAOT CMOPTUBHOE ABUXKEHUE ANA NOLAEN C
MEHTA/NIbHbIMN  HapyWeHUaAMMN, B TOM uUucne ¢
cuHgpomom  [layHa. Hanpumep, «CneuyunanbHasn
Onumnuaga Poccum», KOTOopaa MMeeT perMoHanbHble
OTAENEHUSA, OCYLLECTBAAOLWME TPEHUPOBKN ONA AeTEN
N MONOAbIX NOAEN C MEHTA/IbHbIMU HAPYLIEHUAMMU U
NpPOBOAUT COPEBHOBAHUA Cpeamn CBOUX aTNETOB.




YHUKaNbHOe ABNEHME B POCCUMMACKOM TeaTpasibHOM cpege -
«TeaTp MpocToaywHbIx». Bca akTepckaa Tpynna — AogM ¢ CUMHAPOMOM
[ayHa. TeaTp npu3HaH JfaypeaTom MeXAYHAPOAHbIX KOHKYPCOB:
“MpoteaTtpa”, eBponeickoro pectnsana “Opodein” (Bepcans), pectnsans
“Nosepune” B CaHKT-MeTepbypre ("bantnincknin Jom”), pectmsana “Hutb

ApuagHbl”, HarpaxkgeH npemuen “AKuma nNo noaaepyke POCCUMCKUX
TeaTpasbHbIX WMHMUMATMB” coBeTa npe3mgeHTa PP no Kynbrype
M WUCKYCCTBY, CneuMasibHbiM MPM3OM BbICLLEN TeaTpasbHOM nNpemumn
MockBbl “XpyctanbHas TypaHaot”.
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BbICTaBKM XyA0XHMKOB C cMHAPOMOM [layHa Bceraa
NPuUBAEKaloT K cebe BHUMAHME, UX KapTUHbI Hano/IHEHbI
CBETOM, PaZloCTbio, Nt060BbI0. Takne BbICTaBKM ABAAETCA
AN HaweW  CTpaHbl  YHMKAJIbHbIM  MPUMEPOM
BK/IIOYEHHOCTU YesioBeKa C cMHApPOMOM [layHa B COLINMYM,
COXPaHEHUA 3[0POBbSA U KU3HEHHbIX CWUA, NPOABNEHUA
Pa3HOCTOPOHHUX UHTEPECOB.
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UHTepecHble hakThl

HekoTopble ftoan ¢ 3TUM 3abo/1ieBaHMEM MMEIOT NOMNEePeYHYo CKAALKY Ha Naf0HU, MUTMEHTHbIE
NATHA BO3/1€ Kpaa pagyKHoM 060/104KM [asa.

CpegHAA NpoAONKNUTENbHOCTb }KU3HU NOAEN C OTKIOHEHMEM KOPOYe, YemM 340p0BbiX. OHM YaLle
CcTpagatoT oOT npobnem c cepguem, noasepeHbl 6onesHn Anburerimepa, ocTpomy
MUWENoONAHOMY Neikosy. Y ntogen ¢ natonormer ocnabneH MMmyHuTeT. OHWU TAXKENO NepeHoCAT
nHpeKummn.

B 2013 roay amepuKaHCKMM nccnegoBaTenam C MeguumMHCKoro ¢akyibteta YHMBepCUTeTa LWTATa
MaccauyceTc yaanocb 3ab610KMpoBaTh TPETbIO KOMMIo 21-M xpomocombl. OHWM yTBEPXKAAIOT, YTO
3TOT yCcrnex NOMOXeT NpeaoTBPaTUTb pas3BnuTne HonesHu.

[ns pa3BuTMA No3HaBaTeNbHbIX CNOCOOHOCTEN NALMEHTOB B pPAAEe €BPONENCKUX CTPaH BHeAPUAN
cucTemy AByx yuuTtenen. Btopon negaror obyyaet geten ¢ KOMMYHMKALUMOHHbIMKU Npobiemamu
M YMCTBEHHOM OTCTAN0CTbi0. ITO NPOUCXOAUT B OAHOM KNacce CO 340POBbIMU BOCMUTAHHMKAMM.
Takol noaxon, CHUXKAET YMCTBEHHbIN Pa3pbiB MeXAy AeTbMU.

MN3BecTHbI PpaKTbl NONYYEHUA YHUBEPCUTETCKOrO 06pa3oBaHMsA T0AbMU C cMHAPOMOM [ayHa.
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HAYYHbIE USOAAHWUA U3 POHAOA
BUB/INOTEKW KTMY

- - 616.89
2 579

BonesHb AayHa : [moHorpadua] / AMH CCCP ; nop,
l i( ) I ] ; ; [ l l 3 pea. E. ®. [laBnaeHKoBOW. - JleHUHrpag, : MeguumHa,
\ JleHuHrp. otaeneHune, 1966. - 204 c.

e LAWY

MoHorpadwus nocesLeHa Hanbonee 4acTo
BCTpeyaowenca ¢Gopme XPOMOCOMHbIX bonesHen —
6onesHn JayHa.

Ha ocHoBaHWKM NuTepaTypHbIX AAHHbIX U OBLIMPHBIX
COBCTBEHHbIX HabnogeHnn aBTOpPOB npuBoAATCA
COBPEMEHHbIe NpeacTaBAeHNA O KINHUKe n
AnarHoctmke 6onesHn [fayHa. [MogpobHO ocBelleHbl
ocobeHHoCcTM aepmatornnduKkmn, I3, a TakKe ¢GAKTOPOB,
cnocobeTByOWMX MNosABAeHUM0 6one3Hn. HameueHbl nyTu

npoduNakTMKN U  nedvyeHua 6GonesHn [ayHa. KHura
npegHasHayeHa Aas LWWPOKOro Kpyra Bpayel pasHbixX
cneumanbHOCTEN N HayUYHbIX PaBOTHUKOB.
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616.89
C56
CoBpemeHHble noaxoabl K 6onesHun JayHa : [moHorpadus] /

nog pea. A. NlenHa, b. Ctpatdopaa ; nep. c anm. M. I.
BatomunHon. - Mocksa : MNeparornka, 1991. - 336 ¢.

awe . “CALERAY &

MoHorpadua HanmMcaHa BeayWMMKU 3apybexHbIMM
cneymannctamm  No  MeAUUMHCKMM,  COUMabHbIM U
negarormyeckum  npobnemam  6onesHn  flayHa wu
npeacraBnaeT coboi KOMMNAEKCHbIN Tpya, o0606uatowmii
HOBEWLLIME [AOCTUMKEHUS B MOHUMAHUM MPUPOAbI, 3TOrO
3a60n1eBaHMA N €ro KOPPEKLUMU.

KHura obneryaer mexagncumnnanHapHyro
KOMMYHUKaUUKO cneunaanctoB w“U  3TUM CI'IOCO6CTByeT
coBepuweHCTBOBaHUIO J1edeHNA U BOCNUTAHUA ,u,eTel‘/i C

6onesHblo [layHa. K HECOMHEHHbIM [AOCTOMHCTBAM 3TOM
KHUTM OTHOCATCA OMWUCbIBAaeMble B Hel meToabl obyyeHus
TaKuX AeTen.




616.89

P 89

Pycckux, B. B. O naTtoreHe3e n oCHoBax COBPEMEHHOro
neyeHuna 6onesHun [layHa (reHepann3oBaHHOM
deTtanbHOM aucnnasmn) / B. B. PyccKux ; nog, pea.

B. M. baHwMmKoBa ; Bcecoto3zHOe Hay4yHoe
MeAULUMHCKoe 061,ecTBO HEBPOMNATO/IOMOB U
ncmxmatpos, Kadeapa ncuxmatpum 1-ro opaeHa
JleHnHa megnUuUMHCKOro nHCTuTyTa um. H. M. CeveHosa.
- MockBa, 1963. - 135 c.




616-056
NBMMOTEKA Nn57
Ninnbun, E. T. TeHeTuKa ana spadeit / E. T. Innbun,
E. A. boromasos, . b. lodpmaH-KagoLWHMKOB. - 2-e
PAYA n3pg., nepepab. n gon. - Mocksa : MeguumnHa, 1990.

PAKTVHECKOMo

B KHUre paccMoOTpeHbl MeToAbl U3y4YEHUA YACTOTbI
NaTONIOTMYECKMX FEHOB M TEHOTUNOB B MNONyAALUM,
3TMONOMMA M NaToreHes XPOMOCOMHbIX W TeHHbIX
3aboneBaHui Ye/0BEKa, npobnembl MeaMKo-
couManbHOM peabunmtaymm nuy, ¢ HacneaCcTBeHHbIMU
6onesHamM. Bo BTOpOM M34aHMKM  paCLLUMPEHDbI AaHHbIE
O KAMHWKO-TEHEANOrMYeCKOM MEeToAe, B TOM 4ucie o
3aKOHOMEpPHOCTAX HacneaCTBEHHOM nepeaayu
Npu3HakoB 4enoseka. Ocoboe BHMMAHME yaeneHo
KNMHNYECKOM papMaKoreHeTuKe.




616.8
T 65

TpaHcnnaHTaumsa He3penon HePBHOM TKaHU B 3KCNepUMeHTanbHOW U KITMHUYECKOW HEBPOSOTUU
MoHorpadwms / B.B. CemueHko, C.N. EpeHunes, C.C. CtenaHos, I'.I". Cepruerko; M3 P®; Cunb. otg. PAMH. - -
Owmck, 2000. - 340 c.

616
B 82

BpoxxaeHHble NOPOKU pa3BUTUA : nep. ¢ aHm. / nog ped. . M. MNMepdunbeson ; Hayy. peq. B. HO.

XanatoB. - Mockea : TOOTAP-ME[, 2001. - 62 c. - (Cep. y4eb. nut. "ObpasosaHune megcectep”. Moaynb '
10).

612.015
H 65
HukynuH, B. A. Tocobure no knuHn4eckon Guoxummm : y4ed. nocobme Ans cuctembl nocrnesys. Npod.
obpasoBaHua Bpayen / b. A. HukynmH. - Mocksa : TQOTAP-Meana, 2007. - 250 c. : un.

618.3

C 34

CupenbHukoBa, B. M. QHgokpuHonorna 6epemMeHHOCTN B HOpMe 1 Npu natonorun / B. M.
CwupenbHukoBa. - 2-e usa. - Mocksa : ME[npecc-uHcopm, 2009. - 352 c. : un.

616.12
n7o
Mpaxos, A. B. bonesHu cepaua nnoga n HoBopoxaeHHoro pebeHka / A. B. Npaxos, B. A. ManoHeHkKo,
E. . UrHawwuHa ; BoeH.-mea. vH-T1 ®IC PO npn HIMA, KasaH. rop. kapguogucnaHcep. - H. Hosropog :
HI'MA, 2001. - 187 c. - (HeoHaTanbHasa kapguonorus).




NEPUOAUNECKUE USOAHUA U3 POHAOA
BUBNUOTEKU KTMY

Free-DNA nnoga: onbIT NONYNALMOHHOIO CKPUHWHra XpoMoCcoMHon natonornn B Poccun / E. B. KyapsiBuesa
[v op.] // Bonpockl ruHekonorun, akywepctsa v nepuHatonormn. - 2019. - Ne 3. - C. 46-51

Akcenbpos, M. A. CodeTaHne KonbLEBUOAHOW MOMKENyOoYHOM Xenesbl, NapacTtepHanbHOW guadparmanbHon
rPLPKN Y HOBOPOXAEHHbIX ¢ cuHapomom [ayHa / M. A. Akcenbpos, B. A. EmenbsiHoBa // BECTHUK xupyprum nm.
N.U. T'pekosa. - 2018. - Ne 4. - C. 44-46

AyTOMMMYHHbIN TUpeonauT y pebeHka paHHero Bo3pacta ¢ cuHgpomom ayHa / E. LUntekosckaa [v ap.] // Bpau.
-2019. - Ne 8. - C. 45-48

Benswosa, M. A. PecnupatopHble 3abonesaHua y pgeten ¢ cuHgpomom [ayHa / M. A. bBenswosa,
. 10. OscaHHukos, W. E. KontyHos // MNMeguatpus. - 2017. - Ne 2. - C. 58-64

Benawosa, M. A. PecnupatopHble nposiBrneHuss cuHgpoma [dayHa / M. A. benswosa, LWU. A. TuTuHOB,
A. KO. OscsaHHukoB // Meanatp. - 2016. - Ne 2. - C. 164-169

leHOepHble OCOBEHHOCTU 3aneMeHTHOro craTtyca y geten ¢ cuHgpomom [ayHa / A. P. pabeknuc [v gp.] //
Bonpocbl 6uonornyeckon, meguunHckon n papmauesTndeckon xmmmumn. - 2018. - Ne 7. - C. 47-52

lopbayveBckuin, C. B. Xupyprudeckoe neveHne BPOXOEHHbIX MOPOKOB cepua C CUHOPOMOM JOu3eHmeHrepa /
C. B. l'opbauesckun, Y. A. Maxungos, A. . lopyakosa // TpygHasa u cepaeyHo-cocyguctas xupyprus. - 2016. —
T. 58, Ne 3. — C. 124-129

OnHamuka vactoTel Tpucomum 21 (cmHagpoma gayHa) B permoHax Poccuiickon depepauunmn 3a 2011-2017 rr /
H. C. OemukoBa [n ap.] // Megunatpus. - 2019. - Ne 2. - C. 42-48




cnonb3oBaHWe XpOMOCOMHOIO MUKPOMAaTPUYHOIO aHanmsa B rnpeHaTanbHon auarHoctuke B Poccun / E. B.
KyapsisueBa [n ap.] // Ypanbckun megnumnHcknin xxypHan. - 2017. - Ne 11. - C. 10-13

KapumynnuH, I A. KnuHndecknn cnydan: snvnentudeckasa aHuedanonatms Ha poHe XpOMOCOMHOM
natonoruu: cuHgpoma [ayHa u cungpoma KnanHdenstepa (48, XXY, +21) /. A. KapumynnuH // Ypanbckui
MeaNUMHCKNIA XypHan. - 2017. - Ne 10. - C. 27-29

Mepngenes, M. B. MynbTULEHTPOBOE MccrnedoBaHve " 4opoaoBad AnarHocTuka cuHagpoma [dayHa ‘ '
B Poccum B 2005 - 2015 r.". Il. axorpachuyeckne mapkepbl / M. B. MeaeageB, H. A. ANTbIHHUK //
MpeHaTanbHas guarHocTuka. - 2018. - Ne 3. - C. 203-209

MoHoxopuanbHas guaMHMoTU4eckasl ABOVHSA ¢ cuHapomMom [layHa y ogHoro u3 nnogos /
O. B. MNpubywensa [v ap.] // NMpeHaTanbHaa guarHoctuka. - 2020. - Ne 4. - C. 358-365

MykoBucumagos y pebeHka C CMHOPOMOM [JayHa: peaKoe COvYeTaHMe MOHOMEHHOr0 M XPOMOCOMHOIO
3abonesanunn / [1. M. MockeuHa [ ap.] // Meguatpus. - 2016. - Ne 5. - C. 166-168

MynbTuueHTpoBOe uccnenoBaHne «fopogoBas guarHocTuka cuHgpoma [ayHa B Poccum B 2005-2015 rr».l.
AP PEeKTMBHOCTL U OMHAMMKA npeHaTanbHoro obHapyxeHuss /| M. B. Megsenes [n gp.] // lNpeHaTanbHas
avarHoctuka. - 2017.-T. 16, Ne 4. - C. 303-311

HoBble noaxoabl K NpoBeAEHUIO NpeHaTanbHOr0 CKPUHUHIA XpoMocomMHon natonornn: JHK-CKpUHWHE No KpoBu
mMaTepw : HayvHoe msganue / . T. Cyxux [n gp.] // AkywepcTtBo u ruHekonorus. - 2016. - Ne 8. - C. 72-77




[MpeHaTanbHas AWarHOCTMKa COYEeTaHMs aHoManuu abwTenHa n cuHgpoma [ayHa: o63op nutepatypbl
n cobcteeHHoe HabnogeHne / . B. Komaposa [u ap.] // MNpeHaTtanbHas guarHoctuka. - 2018. - Ne 1. -
C.42-46

NpUMeHeHNe HEeWHBA3WBHOIO MNPEeHaTanbHOr0 OHK-CKPUMHMHIA aHeynnounaum npu oKasaHWW aKyllepCKo-
rmHekonornyeckon nomowm / W. KO. bapkos [u ap.] // MeguumHckasa reHeTtuka. - 2020. - Ne 3. - C. 66-68

PeanbHble BO3MOXHOCTW MpeHatasibHOM AMarHoCTUKM 27 TpaHCNoKaumoHHOW ¢opmbl cuHgpoma [dayHa /
O. 1. TankunHa [ op.] // NMpeHaTanbHaa guarHocTtuka. - 2018. - Ne 1. - C. 27-32

Cnyyan cuHgpoma [layHa ¢ BPOXAEHHBIM OCTPbIM NIEMKO30M U BPOXAEHHbIM NOPOKOM cepaua /
O. B. MNetposa [u ap.] // Xvpyprus. - 2020. - Ne 12. - C. 111-114

Cnyyan codvetaHua cuHgpoma brnoxa-Cynbubeprepa ¢ cuHgpomom [ayHa / E. A. BaxnbikoBa [ agp.] //
KnuHnyeckaa aepmaronorus n seHeponorus. - 2018. - Ne 4. - C. 30-34

Cnyyan ycnewwHon nansMaTtMBHON KOPPEKLUN NOSTHOM (POPMbl aTPUOBEHTPUKYIISAPHOIO KaHana ¢ CMHApoMoM |
anseHmMeHrepa y 6onbHoro B Bo3pacte 12 net ¢ cuHgpomom [fayHa / Y. A. Maxugos [n gp.] // 'pyaHas
n cepgeyHo-cocyguctasa xupyprus. - 2016. - T. 58, Ne 6. - C. 377-380

TymaHaH, M. P. HenocpencTtBeHHble U OTAaNeHHble pesynbTaTbl pagukanbHOW XUPYPruyeckom Koppekumn
NONHOM POPMbl aTPUOBEHTPUKYNSAPHOW KOMMYHUMKaUun y geten ¢ cuHgpomom [ayHa / M. P. TymaHsH,
O. B. ®dunapetosa // MNeagnatpus. - 2017. - Ne 3. - C. 26-34

anunencus Ha oHe peakon XpOMOCOMHOM natoriorumM B getckom Bo3pacte / E. B. JleeutunHa [n gp.] //
YpanbCkuii MeguumHckui xypHan. - 2017. - Ne 10. - C. 34-37
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MCI’IOﬂb3yeMbIe MUCTOYHUKMN:

vershiny

https://www.1tv.ru/news/2010-11-18/133358-
andrey vostrikov iz voronezha sluzhit

BupTyanbHan BbiCTaBKa NOArOTOB/EHA
COTPYAHWKOM OTAEeNa 3annucu U Hay4HOM
nHpopmauumn bubnnotekn Krmy
2021 r.
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