AEKLIMOHHBIU KYPC MO AUCLIUMIAUHE (T eHeTUKa
HEAOBEKA) AAS CTYAEHTOB HAMPABAEHS

MOAFOTOBKM (BUOAOTUM) (YOOBEHL BAKAACQBRUATA)

B 20192-2020 y4eOHOM TOAY.

AeKLL1g Neo 4
XPOMOCOMHbBIE BOAE3HW
OBYCAOBAEHHDbIE
AHOMAAUAMU MOAOBDBIX
XPOMOCOM




~ XPOMOCOMHbIE BOAE3HU
N OBYCAOBAEHHDIE

AHOMAAMSIMM MOAOBbBIX
XPOMOCOM




(DOMOCOMAN

—a
-/

N

bOAbLLIQS FRYMNNA XPOMOCOMHBbIX
OoAe3HeEN, MPEACTABAEHHAOY :

KOMOMHALMIMM AOMOAHUTEABHbIX X- MAU
Y-XPOMOCOM

B CAYYAIX MO3AMLIM3IMA -
KOMOMHALMAMM PA3HBIX KAOHOB.



MoAMCOMUU MO MOAOBBIN

XDOMOCOMANMN

YACTOTA MOAMCOMMUU MO X- AN Y-
XPOMOCOMOAM CPEAN HOBOPOXKAEHHbIX

1,5:1000-2:1000. B oCHOBHOM XXX, XXY U
XYY.

MO3anyHblE DOPMbI MOUMEPHO 25%.




Tyunbl NTOAUCOMMUU MO NMOAOBDBIM
XPOMOCOMAOM Y HeAOBEKA

THITH n0THCOMET XpoMocoMHuLIe HABOPEI
X-TIOTHCOMHH TIPH OTCYTCTRHHA 47, XXX 48, XXXX; 49 XXXXX
Y-XpOMOCOMEL
X-TIOTHCOMHH ¢ 0TI0H Y-XpoMocoMoi 47, XXY; 48, XXXV, 49, XXXXY
Y-NOTHCOMHH ¢ 0JHOH X-XpOMOCOMOH 47 XYY 48 XYYY: 49 XYYYY

Hoamcomun no X- 1 Y-xpomocomam 48 XXYY: 49 XXXYY



Tunbl NOAMCOMMU NO MOAOBBIM

XPOMOCOMAOM Y HeAOBeK

~

BAPUMAHTBI CUHAPOMA X-MOAMCOMUM OEe3 Y-
XPOMOCOMbI C YACAOM X-XPOMOCOM Doaee 3
BCTPEYAIOTCH PEAKO.

C YBEAMHEHNEM HNCAQ AOTNTOAHUTEABHbBIX X-
XPOMOCOM HAPACTAKT OTKAOHEHMA OT HOPOMbI.

Y XEHLUMH C TETPA- U MEHTACOMMEN ONMUCAHDI
OTKAOHEHMS B YMCTBEHHOM PA3BUTUM, HEPETHO-
AVLLEBBIE AMIMOPTOUM, AHOMOAKM 3yOOB,
CKEAETA U NMOAOBbIX OPTraHOB.

OAHAKO XEHLLMHbI AOXKE C TETPACOMMEM MO X-
XPOMOCOME MMEIOT MOTOMCTBO.




CuHapoM Tpunao-X (47 XXX

HacTtota cuHapoma coctasageTt 1:1000.

XEHLLIMHBI C KAPUMOTUMOM XXX B MOAHOM
MAM MO3AMYHOM BAPMAHTE MMEIOT B
OCHOBHOM HOPMOABHOE CPU3MYECKOE U
NCUXMYECKOE PA3BUTUE, ODBIYHO BbIFBAIIOTCS
CAY4OMHO NP 0OCAEAOBAHMM.

OTO OOBIACHIETCSH TEM, YTO B KAETKOX ABE X-
XPOMOCOMbI FTETEPOXPOMATUHUINPOBAHDI
(ABO TEABLLO MOAOBOIO XPOMATMHA ), O
AOYHKLMOHMPYET AULLIL OAHQA, KOK M Y
HOPMOAbBHOM XXEHLLIMHBI.




CuHapom TpUnao-X (47, XXX

KAk MpaBMAO, HET OTKAOHEHMM B
MOAOBOM PA3BUTMM, HOPMOABHOS
NAOAOBUTOCTb

PUCK XPOMOCOMHbIX HOPYLLUEHMM Y
NOTOMCTBA M BO3HUKHOBEHMS
CMOHTAHHbIX AOOPTOB MOBbILLIEH.

MHTEAAEKTYOABHOE PA3BUTME
HOPMOABHOE MAM HO HMXKHEN TOAHULLE
HOPMbI.



Y HEKOTOPbIX XXEHLLUMH €CTb HOPYLLUEHMUS
PEMPOAYKTUBHOM AOYHKLMM (BTOPUYHAS
AMEHOPEN, AMCMEHOPEN, PAHHIS
MEHOMAY3a U1 AP.).

AHOMOAUK PA3BUTUA HOPYXKHbIX MOAOBbIX
OPraHOB (MPU3HAKM AM3IDIMOPUMOreHesa),
BbIDOXKEHbI HE3HAYUTEABHO U HE CAYXKAT
MOBOAOM AAA ODPALLLEHMS K BPAYY.




\V 4

CVV/—-P OM AUCOMUU NO Y -

pomocome (47, XYY’

BAamaHme 47,XYY HO CNepMATOTreHE3
BAPBUPYET OT HOPMOCMEPMUUN AO
A300CNePMMU.

AAT MHAMBUAYYMOB C KApUMOTUNOM 47,XYY,
KOK 1 C 47, ,XXY XApAKTEPHO YBEAUYEHME
4OCTOThbl CNEPMATO3OMAOB, HECYLLIMX
OAHOBPEMEHHO X- U Y-XPOMOCOMBI.

OTO MOBLILLIAET BEPOATHOCTb POXAEHMS
AETEUN C CUHAPOMOM KAOQMHODEABTEDPA U
amcommen Y.




Pe3yAbTATbl MCCAEAOBAHMS MO3BOAMNAM
NPEAMNOAOXMTD:

4YTO AHEYNAOMAHBbIE XX 1 XY CNEPMATO30OMADI
HE ABAJIOTCSH MPOAYKTAMM MEMOTUYECKOTO
AEAEHNA XXY KAETOK

CKOPEE BO3HUKAKOT BCAEACTBME
AQHOMOAbBHOM CETPETALLMM MOAOBbIX
XPOMOCOM MPU AEAEHUAX KAETOK U3
HOPMOABHOM 46,XY AUHUM, NPEACTABAEHHOM
B TKAOHAX CEMEHHMKA Y MO3AMKOB XXY/XY.



NpuY TOHAAHOM MO3AULIM3ME Y MALMEHTOB C
MOAHOM OOPMOUN CUHAPOMA KAQUHADEABTEPRQ,
crepmaToumTel XY BO3HUKAIOT MU
MMUTOTUHECKUX AEAEHUIX CMEPMATOTOHMMN C
KAPUOTUMOM 47, XXY

[Ton COXPAHEHMM PEMPOAYKTMBHOM COYHKLLMM
4OCTOTA CNEPMATO3OUAOB C AMCOMUEM
MOAOBbBIX XPOMOCOM (XX 1 XY) HO NOPIAOK
MNPEBLILLAET AOAIO AHEYMAOUAHDIX MO MOAOBbIM
XPOMOCOMOM CNEPMATO3OMAOB B ODPA3LLAX
DAKYAITA Y MNALUMEHTOB C HOPMOAbHbIM
KApMOTHUNOM 46,XY.




[TOAMCOMMUM MO MOAOBBIM XPOMOCOMAM, MPU
KOTOPbIX UMEETCH HE MEHEE ABYX X-
XPOMOCOM N HE MEHEE OAHOM Y-
XPOMOCOMBI.

HamboAee 4acTo BCTPEYAOLLMMCS
CMHAPOM KAOQMHDEATEPO C HODOPOM
47 ,XXY

B MOAHOM M MO3AMYHOM BAPUAHTAX
BCTpe4vyaeTca ¢ yactotom 1:500-1:750
HOBOPOXAEHHbIX MOAbYMKOB.

BAPUAHTBI MOAMCOMMM C BOABLLIMM YACAOM
X- 1 Y-XPOMOCOM BCTPEYAIOTCA PEAKO.




[ToUCYTCTBUE Y-XPOMOCOMBbI OMPEAEAIET
COOPMUPOBAHUNE MYXKCKOTO NMOAQ.

AO MeEPUOAQA MOAOBOTO CO3PEBAHMA
MOABYMKM PA3BMBAKOTCH HOPMOABHO, AULLIb
C HEOOABLLUMM OTCTOBAHMEM B
NCUXMHECKOM PA3BUTUMN.

[eHeTnyeckmnm AMCOAAQHC B CBA3M C
AODABOYHOM X-XPOMOCOMOU KAMHMYECKM
NPOABAAETCS B NEPMOA MOAOBOTO
CO3pPEBAHMA (HEAOPT3BUTUA GNYEK U
BTOPUYHbBIX MY>XXCKMX MOAOBbBIX MPOU3HAKOB).




CuHapom KaamHdpe

BOAbHbIE MUMEIOT BBICOKMM POCT

XEHCKUM TUM TEAOCAOXKEHMS,
TMHEKOMACTUIO, CAODOE
OBOAOCEHME AMLQ,
MOAMBbILLIEYHbIX BNOAMH U AODKQO

ANYKM YMEHbBLLIEHDI,
TMCTOAOTMYECKM
OOHAPYXXMBAKOTCA AETEHEPALLMY
rePpMMHATUBHOTO 3MUTEAUI U
TMAAMHO3 CEMEHHbIX KOHATMKOB.

beCcrnAoAHbI (a300Cnepmm4,
OAUTOCMEPMMS).




C]AH/ OM AMCOMUU F10 Y-

PC
NC Y S AR VAVAVA
oMmocome (47,XYY

Bctpevyaetrcsa ¢ yactotom 1:1000
HOBOPOXAEHHbBIX MOABYMKOB

BOABLLUMHCTBO MY>XXYMH C TOKMM HODOPOM
XPOMOCOM HE OTAMHAKOTCSH OT HOPMbI MO
dOU3NYECKOMY U YMCTBEHHOMY PA3BUTHIO.

MMEIOT POCT HEMHOTO BbILLIE CPEAHETO.

3AMETHbLIX OTKAOHEHMM HU B MOAOBOM
PA3BUTUUN, HM B TOPMOHOABHOM CTATYCE, HM B
NAOAOBMTOCTHN Y OOAbLLUMHCTBA XY Y-MHAMBUAOB
HeT.

He MCKAKYEHbI HEKOTOPbIE OCODEHHOCTMU

MOBEAEHUNA. CKAOHHOCTb K AIrpeCCHmBHbIM
ACOXKE KOMMMHOAABHBIM MOCTYTKAM.




EAMHCTBEHHAY QOOPMA MOHOCOMMU Y
>KMBOPOXXAEHHbIX.

He meHee 90% 3a4aTmn € KOPUOTUMNOM
45,X aboptmpyeTcsd CMOHTAHHO.

MoHocoMMa X cocTaBAgeT 15- 20%
CpPEeAN BCEX OHOMOAbHbBIX KOPUOTUMOB

aOopPTYyCOB.




HacTtoTa cMHAPOMA LLlepeluesckoro-TepHepa
paBHA 1:2000-1:5000 HOBOPOXAEHHbIX AEBOYEK.

HapsAy € MCTMHHOM MOHOCOMMEM BO BCEX
KAETKAX (45,X) BCTpe4atoTCd Apyrme dOpMb
XPOMOCOMHbBIX AHOMOAAMK MO MOAOBBIM
XPOMOCOMAM.

AEAELMN KOPOTKOTO MAM AAMIHHOTO
NAE4YA X-XPOMOCOMbI [46,X,Xp-; 46,X,X0-]

M30OXPOMOCOMBbI [46,X,i(Xq); 46,X,i(XP)]

KOAbLLEBbIE XPOMOCOMbI [46,X,R(X]], @
TAOKXE PA3AMYHBIE BOPUAHTbI MO3AMLIM3MA.




Aunb 50-60% NAUMEHTOK C CMHAPOMOM
LLlepelLueBckoro- TepHepa MMEIOT MNPOCTYIO
MOAHYIO MOHOCOMMIO (45,X).

EAMHCTBEHHAOS X-XpOoMocoma B 80-85%
CAYYOEB MMEET MATEPUHCKOE
NPOUCXOXKAEHNE U AULLIL B 15-20% -
OTLLOBCKOE.

B OCTOABHbIX CAYHO9X CUHAPOM OOYCAOBAEH
PA3HOOBOPA3HLIM MO3AMLIM3MOM (B LLEAOM
30-40%) 1 boAree PEeEAKMMM BAPUAHTAMMU
AEAELLINM, M3OXPOMOCOM, KOAbLLEBbBIX
XPOMOCOM.



KAMHUYECKM CUHAPOM LLlIepelLleBcKoro-
TepHepa NPOIBAIETCA B 3 HOMPABAEHMIX:

1) rMNOroHAAM3M, HEAOPA3BUTME
MOAOBbIX OPIrAHOB M BTOPUMYHbBIX MOAOBbIX

NPOM3HOKOB
2) BPOXXAEHHbIE MOPOKM PA3BUTAS

3) HM3KMM POCT



BHEeLLUHMM BUA OOAbHbIX
AOCTATOYHO
CBOEOOPA3EH (XOTa M HE
BCEraq).

Y HOBOPOXAEHHbIX U
AETEUN TPYAHOTO
BO3DACTA KOPOTKAF LLES
C N3ObITKOM KOXM U
KIPbIAOBUAHbBIMM
CKAQAKOMMU,
AMMADATUYECKUMM OTEK
CTOTM, TOAEHEU, KNCTEM
PYK 1 MPEeANAEYUMN.




B LLUKOABHOM M OCODEHHO B
NOAPOCTKOBOM BO3PACTE BbIIBAIETCH
OTCTABAHME B POCTE, B PA3BUTUM
BTOPMYHbIX MOAOBbIX MPM3HOKOB

Y B3POCAbIX OTMEYAIOT HAPYLUEHMS
CKEAETA:

BOABI'YCHYIO AEBMALMIO KOAEHHbIX U
AOKTEBbIX CYCTABOB,

OCTEOMNOPO3,
OO4YKOODPA3HYIO TPYAHYIO KAETKY,
HM3KMM POCT BOAOC HQA LLIEE,

AHTMMOHTOAOMAHbIM PA3PE3 TAC3HbIX
LLLEAEM, MTO3,

SMMKAHT,

HMU3KOE PACMOAOXEHMUE YLLIHbIX
POKOBMH.




PocCT B3pOCAbIX OOAbHbIX HO 20-30 CM HMXKE
CpeAHero.

TKECTb KAMHMYECKMX (DEHOTUMMYECKMX)
NPOABAEHMM 3ABUCUT OT MHOTUX COAKTOPOB, B
TOM YYUCAE OT TUMA XPOMOCOMHOM
NATOAOTMM (MOHOCOMMY, AEAELLNY,
M3OXPOMOCOMA).

MO3amnYHblIE DOPMblI DOAE3HM, KOK MPABUAO,
MMEIOT DOAEE CAADbIE MPOJBAEHMS B
30BMCUMOCTU OT COOTHOLLIEHMI KAOHOB
46XX:45X.




oM LLlepelLLieBCKOTo-
TepHepa (45,X]

AevyeHne ODOAbHbIX C CUHAPOMOM LLiepelLLeBcKoro-
TepHepPA KOMMAEKCHOE:

PEKOHCTPYKTMBHASA XMPYPTIHS (BPOXKAEHHbBIE MOPOKM
BHYTPEHHUX OPIraHOB);

NAQCTUYECKAT XMPYPIUA (YAOAEHME KPbIAOBUAHDBIX
CKAQAOK M T.M.);

[OPMOHOABHOE AEYEHME (SCTPOrEHbI, FOPMOH POCTA);

MNCUXOoTEPLArMA.



CBOEBPEMEHHOE NPMMEHEHME BCEX
METOAOB AEYEHMS, BKAIOYOST MPOUMEHEHME
[€EHHO-MHXEHEPHOIO TOPMOHA POCTA,
AQET OOAbHbIM BO3MOXHOCTb AOCTMYb
NOMEMAEMOTO POCTA M BECTU
NOAHOLLEHHYIO >XXM3Hb.



[eHOMHbIEe U XPOMOCOMHbIe MyTalMM B rameTax u
pa3BMBaOLWMXCA 3apoablliax ABJIAIOTCA pe3ynbTaToM
noBpexaaroLwero 4eUCTBUA:

9HOOreHHbIX PaKTOpPOB

(BO3pacT, Hanu4ne
XPOMOCOMHbIX NepecTpoekK
& B KapnoTurne poanTenen

9K30reHHbIX pakTopoB




HaAm4yme 3aBMCHMMOM OT BO3PACTA U NMOAQ AHEYTNAOUAMM
HE BbI3bIBAET COMHEHMS, HO MEXAHM3MbI DTUX
JQOEHOMEHOB OCTAIOTCH AO KOHLLA HEBLIACHEHHbLIMM.

COOTBETCTBEHHO, HESCHbI M BO3MOXXHbIE MYTH
NPEAYNPEXKAEHUI XPOMOCOMHbBIX AHOMOAMM Y
MNOTOMCTBAQ.

EAMHCTBEHHbBIM PEAAbHBIM CIOCODOM MX MPOIPUACKTUKM
OCTOETCS NPEHATAABHAS AMATHOCTMKA.




BEpOATHOCTbL MOTOMCTBA C
HECOAAQHCUMPOBAHHBIM KOPMOTUMOM Y
HOoCcUTEAEN PODEPTCOHOBCKMX TRAHCAOKALLMM
OMPEAEAFETCH CNELMAOUKOM XPOMOCOM,
BOBAEYEHHbIX B LLEHTPMYECKOE CAMIHME.

HaAn4me POBepTCOHOBCKOM TDAHCAOKALMA B
COYETAHUM C ONPAHMYEHHBIM MAALEHTOM
MO3AULM3MOM XPOMOCOM YKA3bIBAOET HO
BO3MO>XXHOCTb OAHOPOAUNTEABCKOU AMCOMUU Y
NAOAQ, KOTOPASN MOXET ABUTbCH MPOUYMHOM
CEPbE3HbLIX HAPYLLUEHMM B MOCTHATAOABHOM
NEPUOAE PA3BUTHA.




Bce CAyYan YUCAEHHbIX abeppaLmMm
KAPUOTUMNA MOTYT ObITb NMPOUYMHOM
HAPYLLUEHUNA PEMPOAYKTUMBHOM QOYHKLLMM

BCAESACTBME MATOAOTUN ADOPMUPOBAHMS
FOHOA

BO3HMKHOBEHMUS FTEHETUYECKM
HECBOAAQHCMPOBAHHOIO HODOPO
XPOMOCOM B TAMETAX MAM B KAETKOX
3ApPOAbILLA.




@Ab [eHETUYECKUX DAKTOPOB B HEPACXOXKAEHUM

XDO&OCON\ M BOSHUKHOBEHWIN AHEYITAOMAUIA B

T[AMETAX U B KAETKAX PAHHMUX 3CIpO.A.bILIJeM

Y 4yeAOBEKA M3BECTHO CBbiLLe 20 reHos,
MYTOLLMM KOTOPbIX MPEAPRACMOAATAIOT K
HEPACXOXAEHUIO XPOMOCOM B MENO3E
1 B MUTO3E.
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CHNHTE3 HYKAEMHOBbLIX KNMCAOT

BXOAST B COCTAOB OEAKOB MMTOTHUYECKOTO
BEPETEHA

OeAKOB cnctembl penapaumm AHK

PEKOMOMHALMM MENOTUYE CKMX
XPOMOCOM

CUCTEMbI AETOKCUKALMM KCEHODUMOTHUKOB



OCHOBHbIE YCUAMA MO MPOAOUAAKTUKE
XPOMOCOMHbIX ADeppaALMM, B TOM YACAE
M MHAYLLMPOBOHHbIX HEOAAQTOMNPUATHBIMM
O AKTOPAMM BHELLIHEWN CPEAbI, AOAXHDbI
ObITb HOMPAOBAEHDI, MPOEXAE BCErO, HO

>)KEHCKMM OPTAOHM3M.




