MeToAbl MEAULLUHCKOM
reHeTUKMN YeAoBeKa



Bce T'CHCTHUYCCKIC 34AKOHDbI n SaKOHOMepHOCTI/I
YHHBCPCaAbeI " HpI/IAO)KI/IMI)I K 9YCAOBCKY. OAH&KO H3y4ICHIC
T'CHCTHUKHN YCAOBCKA NMCCT pH,A, OCOOEHHOCTEMN.

Bo-mmepBBIX, HEAB3A HCIIOAB30BATE THOPHUAOAOTHIECKHIIT METOA,
TaK  KaK  OKCIIEPUMEHTAABHOE  CKPEIIUBAHHUE  AIOACH
HEBO3MOXKHO. BO-BTOPBIX, y YEAOBEKAa MEAACHHAsA CMEHA
IIOKOACHUW, H HIPOHAOAFOAATH XaPaKTEpP HACACAOBAHUA
IIPU3HAKA CAOKHO.

B-rperpux, y 4eAOBEKa OUYEHD MAAOE YUCAO HOTOMKOB B OAHOU
CEMbE, YTO HE AAET CTATUCTUYECKI AOCTOBEPHOIO PE3YABTATA.
Kpome TOro, B OTAHMYHE OT KAQCCHYECKUX TIE€HETUYCCKUX
OOBEKTOB y YEAOBEKA OOABIIOE UYHCAO XPOMOCOM H MHOIO
TPYIIII CHEIIACHUA.



CyIIHOCTh T€HEAAOTHIECKOTO METOAQ COCTOUT B
M3YICHUHU POAOCAOBHBIX B TE€X CEMBAX, B KOTOPBIX
eCTb HACAEACTBEHHBIE 3200AEBAHUA. DTOT METOA
ITOMOT YCTAHOBUTH 3aKOHOMEPHOCTH
HACAEAOBAHUA OYE€HDb OOABIITOIO YMCAQ CAMBIX
PA3AWMYHBIX IPU3HAKOB § YEAOBEKA, KAK
HOPMAABHBIX, IIOAOOHBIX ITBETY I'AA3, [BETY U
dopme BOAOC | T.II., TAK U COIIYTCTBYIOIIINX
HACAEACTBEHHBIM OOAE3HSAM.



YCTaHOBACHMA HACACACTBCHHOTIO XapaKTepa HpI/IBHaKa;

OHpCAGA@HI/I}I THITa HACACAOBAHMA HpI/ISHaKa AN

3200AEBAHU,
OIIEHKH IICHETPAHTHOCTH I'€HA;

AHAANU3A CLIEIIACHUA I€HOB U KaPTUPOBAHUU
XPOMOCOM;

N3y4ICHNA NHTCHCHUBHOCTH MYTAlITTOHHOTI'O HPOHCCC‘&;

paCLHI/I(i)pOBKI/I MEXAHMN3MOB BSEII/IMOACfICTBI/IH I'CHOB



BBIAAICHUTD IIPHPOAY 3a00AECBAHUS;
OIIPEAEAUTH THIT HACACAOBAHHSA ITATOAOTHH B CEMBC;

IIPOBECTH AUPDEPEHITHAABHYIO AUATHOCTHKY
HACAEACTBEHHBIX OOAE3HEL;

OIIEHUTD IIPOTHO3 3200 AEBAHUS;
PACCUYUTATH PHUCK POKAECHUA OOABHOTIO IIOTOMCTBA;

BBIOPATH AA€KBATHBIE M OIIPABAAHHBIE METOABI
AOPOAOBON AMATHOCTHKH, ACIECHUA U TPOPUAAKTUKY,
PEAOHAUTAITAY A AAAIITAITAH



JTAnbl:

. CocraBAeHHE POAOCAOBHOM U €€
rpadpraeckoe H300paKEHUE;

7. ]l emermueckum aHaAU3 IIOAYYIEHHBIX

AAHHDBIX




1. COCTABAEHUE POAOCAOBHOMU

IIPOOAHA;
CHOCBHI;

ITIOAYCHOCHI (EAMHOYTPOOHBIE,
€ATHOKPOBHBEIE)
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[Ipumep cocraBreHHA «KTHHHYECKON» DOAOCTOBHOMN:

a — OonbHbIE CaxapHbIM anabetoM, 6 — GonbHLIE HEHPOMUOPOMATO30OM; 6 — JIHYHO
ofCcneaoBaHHbBIE




OB930TEAbHBbIE PA3AEADI
DOACAOBHOM

© yCAOBHBIE OOO3HAYECHUSA

© AErcHAA
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BUOXUMUYECKUN METOA

Broxmvmdaeckre moka3aTeAn OTPAKAFOT CYIITHOCTD
OOAE3HU HE TOABKO B AMATHOCTHYECKOM, HO U B
IeHETIUYECKOM ACIIEKTE.,

buoxummMmuueckme MeTOABI
HAIIPABACHBI HA BBIABACHUE
OMOXIMITYECKOTO DEHOTHITA

OpI‘aHI/ISMa




O,

buoxmmmnieckKkme MeToAbl:

XPOMATOrPAdOUI (XKMAKOCTHAS, TO30BA4)
MOCC-CMNEKTPOMETPUS

MOTHMTHOS PE3OHAHCHAOS
CMEKTPOMETPMS

SAEKTpOdDopE3
NPOTOYHOS

LIUTOCDAYOPUMETPMS - %

i




BUOXUMHUYECKMUE
METOADbI



TAanbl OMoOXMMmUYeckKoro
QHAAMU3A:

— IPHUMEHAIOT METOABI MaCCOBOTO
OMOXUMWYECKOTO  ckpunurea:  npober  Desnurnea  (Ha
Geruaxemonypuro), Aavmeaysera  (eauxocenossz), beHeamkTa
(ranaxTO3eMUA, dpyxrozemus), 1Ipo0a HA
TUIIEPAMIHOAITUAYPHIO, MIKPOOHOAOTHYECKNIT TecT l'aTpn
(PKY m Ap. ammHOanmmaomaruu). PazpaboTaHbl IIpOCTHIE
KAYECTBEHHBIE OHMOXHUMHUYECKHE TECTEI AAA  3KCIIEPCC-
AMATHOCTUKH THIIOTHPEO032, MYKOBUCITIAO3a, AASl BBITBACHHUSA
HAPYIIIEHUNW OOMeHa OumAmpyomHa, Ooae3sHm Tesa-Cakca,
reIaTOACHTHUKYAApHON AereHepamun, AlI'C. Dt mpoOwr
AOCTATOYHO IIPOCTBI M HCHOAB3YIOT A€IKO AOCTYIIHBIU
OMOAOTHYECKHU MaTepraA (KPOBb, MOYA).



— HpI/IMCHHIOT MOA@KYAHPHO—
ITMTOI'CHCTHYCCKIC, MOAGKYAHPHO—6I/IOAOFI/I‘I€CKI/I€ MCTOABDI,
OOA€e CAOKHEIE MCTOABDBI AHAANTUYECKON OMOXUMUU:

ICCAEAOBAHHE  METAOOAWYECKOTO  IIyTH  (KOAWYECTBEHHOE
OIIPEAEACHIIE METAOOAUTOB, X KHHETHKI U HAKOIIACHUS);

IIPAMOE U3MEPEHUE KOHIIEHTPAITNHU (MMMYHOXUMUYECKUE
METOABI), aKTHBHOCTH (9H3UMOAHUATHOCTHKA), (PU3UKO-
XUMAYECKAX U KHHETHYIECKUX ITAPAMETPOB MYTAHTHBIX OEAKOB;

VICCAGAOBAHHUE MYTAHTHBIX OCAKOB C IIOMOIIIBIO HATPY309HBIX
IIPOO MEYEHBIMH CyOCTPATAMH U

TIOPUAU3AITII COMATHYIECKUX KAETOK;

HICCAEAOBAHUE CTPYKTYPBI MyTAaHTHOIO I'€HA METOAAMU
PECTPUKIIMOHHOIO aHAAHN3A.



1) ymcrBEHHAA OTCTAAOCTD, ICUXUYECKUE HAPYIIICHUS;

2) HapyireHne (PU3HMYIECKOTO PAa3BUTHA - AHOMAABHBIL POCT U
CITPOEHHE BOAOC HAM  HOITEU; HENPABUABHBIM POCT C
HCKPUBACHUEM KOCTCH TYAOBHIIA M KOHEYHOCTEH, YPE3MEPHOE
OTAOKEHHE KUPA, THIOTPOMUA UAH KAXEKCUA, TYTOIOABIKHOCTD
AT Pa30OATAHHOCTD CYCTABOB;

3) IIAOXO€ 3PEHHUE HAU ITIOAHAA CACIIOTA, TYTOYXOCTb HAU TAYXOTA;
4) cyaOpOrH, MBEIIIIEYHAA THIIOTOHUSA, THIIEP- M THIIOITUIMEHTAIIHH,
dOTO-IYBCTBHTEABHOCTB, KEATYXA;

5) HEHNEPEHOCHMOCTb OTAEABHBIX IIHINEBBIX IIPOAYKTOB U
ACKAPCTBCHHBIX IIPEIIAPATOB, HAPYIIECHHUE IIHUINECBAPECHUA, JacTafd
pPBOTA, AUAPESA, KUAKUI CTYA, TEIIATO- X CLIACHOMETAANS;

0) TOYEYHO-KAMEHHAsA OOAE3Hb, XOAECTA3;

7) TEMOAUTHYIECKUE AHEMHUU U AP. COCTOSAHHUA.



OCHOBAOHbI HO M3YYEHMM QHTUIEHHOTO
COCTOBA KAETOK M XXMAKOCTEMU
OPraHM3MA — KPOBU, CAIOHHbI,
>)KEAYAOYHOIrO COKA M Np.

rPYynnbl KPOBU
Rh-acoakTop




MeToA OCHOBOH HA MU3YYEHUM
NPM3HAKOB, M3MEHSIOLLLMXCH
NOA BAMAHUEM YCAOBMN XKM3HMU
Y OAHOMOAbIX OAMU3HELLOB.

[aAbTOH, 1876; CumeHc, 1924

BAM3HELbI POXAQKOTCH MPUMEPHO B 1%
CAY4OEB, CAEAOBATEABHO, OHMU
COCTOBASOT 2% BCEX HOBOP OXXAEHHbIX.




DAUIHELLbI.

© oAHosmLeBble (1/4)
© PA3HOAMLLEBBIE




PQ3BUBAIOTCA M3 ABYX PA3AMYHbIX
ANLLEKAETOK, OAHOBPEMEHHO
OMAOAOTBOPEHHbIX PA3ZAMYHBIMM
cnepmmamm. AGBHASA NPUMYMHAO
DOXAEHUA TOKMX OAM3HELLOB —
OAHOBPEMEHHOE CO3PEBAHUNE Y MATEPU
ABYX 11 DOAEE AUNLLEKAETOK.

PBb MoOryTt ObITb KOK OAHOTO, TOK 1 PA3HOTO
MNOoAQ. Pb reHeTn4eCck CXOoAHbI HE
OoAbLLE, YEM OObI4YHbIE DPATHI M CECTPDI.
PA3AUYUI MEXKAY HUMU — PESYABLTAT
PA3AMYHOM HOACAEACTBEHHOCTM.






HOsIULLEBbIe ODAU3HELLbI
A

b
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'O)KACHOTCSI, ECAM IUroTa AGAMTCA 1, 2 PA3Q, PA3ASAMBLLM
AETKM MPOAOAKAIOT PA3BMBATECS CAMOCTOSTEABHO.




OAHOSHLLEeBble ODAM3HELDbI

TOABKO Y OAHOAMLLEBLIX
OAM3HELLOB HO 100%
YAQIOTCS MEPECAAKM
OPraHOB, HAMPUMEP
Nnoyek, - BeAb HADOP
OEeAKOB Y HUX OAMHOKOB
M NEPECAXEHHbIE TKAHM
HE OTTOPrAIOTCH.

Otnevyartkm naasLes y Ob
NPAKTMYECKM MAEHTUYHDI.




AOCTOUHCTBA MeTOAQ

bANM3HEIOBBIN METOA UCIIOAB3YETCH AAA pasrpaHuIcHUA
BAUSHIA HACACACTBEHHOCTH M CPEABI HA PA3BUTHC PA3AMTIHBIX

IIPU3HAKOB V YEAOBEKA.
DTOT METOA ITO3BOASIET U3VUIUTD!

1) poAb HACAEACTBEHHOCTH U CPEABI B (POPMHUPOBAHUN
PHU3NOAOTHIECKHX U ITATOAOTHYECKIX OCOOEHHOCTEHN

OpraHHU3Ma;
2) KOHKpETHBIE (DAKTOPBL, YCHAUBAIOIIINE UANU OCAADAAFOIIIIE
BAUAHUE BHEIITHEU CPEABI;

3) KOPPEAAITUIO IIPU3HAKOB M (DYHKITHI



1. CpaBHEHME OAHOSMLLEBBIX OAM3HELLOB
MEXAY CODOM (BHYTPMMAPHOE CPABHEHME)

2. DKCTMEPUMEHTAABHOE CPABHEHME
OAHOAMLLEBBLIX ODAUZHELLOB (KOHTPOABHO-
OAM3HELLOBLIX METOA)

3. CpOBHEHME OAHOAMLIEBBIX C ABYAMLLEBLIMM

4. CpaBHEHME DAMIHELLOB C APYITMMM
OPATbIMUM U CECTPAMMU

5. CpaBHEHME OAHOAMLLEBBLIX OAM3HELLOB,
BbIDOCLLIMX OTAEABHO, C BbIDOCLLUMMMU
BMECTE



ConocTaBAeHue NpPU3HAKOB
Ob u Pb

Hopmann mue npne Jecanm

PY' MO 5Ppban

Toupma Epcere

NREY TR

CoIIOCTaBACHHE TTOKA3BIBAET, YTO HA OIIPEACACHUE I'PYIIITHI

KpOBH, (POPMBI OPOBEH, IIBETA F'AA3 T BOAOC CPEAA TIOUTH HE
OKa3bIBACT BAUSAHUSA, 4 PEITAIOIIEE BOSACHCTBHE UMEECT
T€HOTHII. S3HAYUTEAPHA POAb HACACACTBEHHBIX (DAKTO
PA3BUTHHU Y ACTEH TYOEPKYAE3a M PAXUTA.



CxoacTBO bAusHeLoB (%)

bamsmensr | [msodpernus | Vmcrsennas | Dnmaencus | CaxapHbIN
\0'sc\TaAOCTb ATA0ET
Ob 69 9 67 65
Pb 10 37 3 18
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AMarHOCTHKA 3UTOTHOCTH - U3YUYEHHUE CXOACTBA U PA3ANYHNSA ITAPTHEPOB OAMZHEIIOBON
ITAPHI IO COBOKYITHOCTH PSAAA IPU3HAKOB, MU3MEHAIOIIUXCSA IIOA BO3ACHCTBHEM
OKPYZKAIOIIIEH CPEABL. B aTOM cAydae HCIIOAB3yETCA METOA IIOAUCHCTEMHOIO CXOACTBA
AU TIOAOOHSA ITO BHEIITHUM ITPU3HAKAM.

MeTOABI 5KCIIEPUMEHTAABHOTO MU3YICHUS:

MMMYHOTECHETHYECKHI - CPABHEHHE II0 aHTUTEHAM, OCAKAM CBIBOPOTKH KPOBH,
rarraoTuram HLA, T.€. IO MEHAGAUPYIOIINM IIPU3HAKAM, KOTOPBIE HE M3MEHSAIOTCS B
TEYEHUE BCEH KU3HHU, HECMOTPA HU Ha KaKUE BO3ACHCTBHA OKpyKaroraer CpeAsr;
ICCACAOBAHIE ACPMATOTAU(DHUKH;

M3YYECHUE HACACAYEMBIX CIIOCOOHOCTEN (HAIIPUMED, YyBCTBO BKyCa

deHnATHOKAPOAMIAZ);

nsygenne AaHabX DK n O

TPAHCIIAAHTAITUA KOKHOTO AOCKYTA.
CraTucTIdeckoe HCCAEAOBAHIE OAM3HEIIOBOU BBIOOPKH - aHKETHPOBAHIE OAH3HEIIOB,
KOTOPOE IIEAECOOOPA3HO B IIOIYAAIIMOHHBIX HCCACAOBAHUAX C OOABIIIMH BEIOOPKAMH.
MeToA KOHTPOAS IO ITAPTHEPY - UCIIOAB3YETCHA TOABKO § MOHO3UTOTHBIX OAU3HEIIOB.
[Tpr 5TOM BO3MOKHO TOYHO OIIEHHTD TO MAW HHOE BHEIITHEE BO3ACUCTBHUE, ECA EMY
IIOABEPICA TOABKO OAUH ITAPTHEP (HAIIPUMEP, ACKAPCTBEHHBIN IIpeHapar).



NONYAALLUOHHO-
ATUCTUMECKUIA METOA
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[Tomyasrms — COBOKYITHOCTD OCOO€en
OIIPEACACHHOIO BHAQ, B TEUYCHUE AAUTEABHOIO
BpeMeHH  (OOABIIIOTO  YHCAA  ITOKOACHUI)
HACEAAIOIIIUX  OIIPEACACHHOE  IIPOCTPAHCTBO,
BHYTPH KOTOPOI'O IIPAKTHIECKH OCYITIECTBAACTCA T2
VAW WHAsg CTCIIEHb ITAHMUKCUM ¢  KOTOpas
OTACACHA OT COCEAHUX TAKHX K€ COBOKYIIHOCTEHU
OCOOEN TOH WAWM WHOW CTEIEHBIO AABACHUA
V3O AAITAH.
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[lepnoAbl B UICTOPUM
NONYyASLLUM

1) IlepBoHaYaAbHO HONYAAIMA HMEET OOABIIOE I'€HETHYIECKOE
pPa3HOOOpa3ue, BCAEACTBUE CBOEN MHOTOYICACHHOCTH,
OAArOIIPHATHBIX YCAOBHUU OKPYMKAIOIIEH CPEABl U IIHPOKOTO
apeaAa OOUTAHUS.

2) llomyadrmmsa BBIMHPAET, €€ UYHCACHHOCTb COKPAIIAETCA AO
HECKOABKHX oco0er. l'emodona obeamserca. CHmkeHHH
YICACHHOCTH HOIYAAITAH, MOXKET IIPOUCXOAUTDH ITEPHUOANIECKA
(B CBAI3M C €KETOAHBIM HACTYIIACHHEM CE€30HA HEOAATOIPUATHOTO
AASL TIOAAEPZKAHIA YUCACHHOCTH ITOIYAAINN) UAU IIEPUOANIECKA
— B PE3YABTATE KATACTPOD.

3) HucAeHHOCTD MOMYAAIIMNA CHOBA BO3PACTAET, HO TEHETHIECKOE
pasHOOOpasme He BoccTaHaBAmBaeTCA. CO3AAFOTCA YCAOBHUA AAL
CAYIAUHOIO BAaPbUPOBAHUA YACTOT AAACACH B IHOHYAAIIUN —
Aperidpa TeHOB. ~



[TonyAduusa renapAoOB




3akoH Xapau-BanHb6epra
(19208 r.)

HacTroTa FTOMO3UTOTHBIX U T€TEPO3UTOTHEIX OPTraHU3MOB B
YCAOBHAX CBOOOAHOTO CKPEITUBAHUA IIPH OTCYTCTBUU
AABAEHHSA OTOOPA B APYTUX (PAKTOPOB (MYTAITHSA MUTPAITIH
APEN( TEHOB T.A.) OCTAETCA ITIOCTOAHHOM, T.€. IIPEOBIBAET B
COCTOSTHUH PaBHOBECHH.

3akoH XapAu — BaitHOepra ycraHaBAMBaeT MATEMATHYIECKYIO
3aBICHMOCTD MEKAY YaCTOTAMH T'€HOB U T€HOTHIIOB.

/

Yacrora YacToTarena a

rega A ~~ \



[lonyALMa AOAXKHA MMETb HEOTPAHMYEHHO
OOAbLLYIO YACAEHHOCTb;

Bce ocobun B MONYAILMM AOAXKHbBI MMETH
BO3MOXXHOCTb CBODOAHO CKPELLIMBATLCY;

[OMO3UIOTHbIE U TETEPO3UTOTHbIE OCODMU MO
AQHHOM MNApPEe AAAEAEM AOAXKHbI ObITb
OAMHOKOBO MAOAOBMTBI, XXM3HECTTOCOOHbI U
HE NMOABEPIATLCA OTOOPY;

[TogMmble M OBPATHBIE MYTALMM AOAXKHDI
NPOMCXOANTb C OAMHAKOBOM YOCTOTOM



METOAbI MPEHATAABHOMW
ANATHOCTUKMHU

© TlpeHaTaAbpHAs AMATHOCTHKA — AOPOAOBAA
AMATHOCTHKA, C IIEABFO OOHAPYKEHUSA ITATOAOTHH
HA CTAAUH BHYTPHYTPOOHOTO PA3BHUTH.

© BBIAGAAIOT:

| VaBasuBHBIE METOABI

~ Hewusasur




IIOAO3PEHHE HA HACAGACTBEHHYVIO HAH BPOKACHHYIO IATOAOTHIO
(AmarHOCTHKA HAU AUDPDEPEHITTPOBAHHAA AUATHOCTHKA);

HAAIMYHE HACACACTBEHHOH OOAE3HH Vy IIAMEHTA (IIPOTHO3 TECUYCHUA
3200ACBAHUA);

N3MEHEHHUA PEHPOAYKTHBHON (PYHKIIUH V JKEHIOUH H  MYKIHH
(beciaoAmE, TIEPBUYHBIE HAPYILIECHUSA OBAPHUAABHOIO ITMKAQ, AHOMAAWUH
pa3sBUTHA  IIOAOBBIX  OpPIaHOB, IIOBTOPHBIE  CAMOIIPOU3BOADBHBIC
BBIKIABIIIIH, MEPTBOPOKACHUA);

pPOKACHHE pEOCHKA C BPOKACHHBIM IIOPOKOM  Pa3sBUTHA  HAHU
HACACACTBCHHBIM 3200ACBAHHUEM (IIPOTHO3UPOBAHUE HACACACTBECHHOI
ITATOAOTHH § OYAVIIIHX ACTEH);

HAAUYHE B CEMBE HACAEACTBEHHOIO 3a00AEBAaHUSA (IIPOTHO3HPOBAHHE
OOAE3HH Y 3AOPOBBIX POACTBEHHUKOB HAH OVAYIITUX ACTEN);

BO3PACT CYIIPYTOB (AKEHIIIIMHBI IIOCAE 35 A€T, MyKYHHBI HOcAe 45 Aer)
IIPU IIAAHIPOBAHUU ACTOPOKACHUS;

KPOBHOPOACTBEHHBINT Opak (AO TPOIOPOAHEIX OpaTbeB M  CECTED);
XUMHYECKIE U PAAUAIIMOHHBIE MYTaT€HHBIE BO3ACUCTBUI.



1. UHBA3UBHbI© METOADI

© bwoncusa xopuona — 8-14 Hea.

®

[TaarterTOIEHTES (ITO3AHAA OMOIICHA XOPHOHA) —
11-18-4 Hea.

AnmuanorieaTes - 15-17 HeA.

Kopaonenres - 13-22 Hea.

© © ®

brorncus koxu, merrng — 14-22 meA.




10-11 meaeas
KAeTkn xoproHa (HAPYKHOM 32POABIIIIEBOIT OOOAOYKH).

1 ctoco®. HeboAbImoe KOANYIECTBO XOPUOHAABHOM TKAHU
OTCACBIBAECTCH IIIIPUIIEM 4YEPE3 KATETEP, BBEACHHBIM B
KAHAA ITIEUKI MATKU.

2 crocoO. OOpasernr TKaHM 3aCACBIBAIOT B IIIIPUIL C
ITOMOIIIBFO AAMHHOM HUI'ABI, BBEAEHHOH B IIOAOCTH MATKU

yepe3 OPFOIIHYIO CTEHKY.



AocCTOHMHCTBA:

* bricrpoe moAyueHHe pe3yAbTaTOB (B TedeHHE 3-4 AHeEU
IIOCAE B3ATHA MATEPHUAAQ).

 AmarHOCTHPOBATh  TAKEAYIO  HHBAAHMAWUSHPYIOIIYIO
OOAE3HB Yy IIAOA2 MOKHO B IIEPHOA AO 12-11 HeaeAn, Koraa
IIPEPBIBAHIE OEPEMEHHOCTH IPOUCXOAUT C MEHBIIHM
KOAMYECTBOM OCAOKHEHUU AAfl JKEHIIWHBL, K TOMY K€
YMEHBIITAETCA CTPECCOBAA HAIPY3KA HAa YACHOB CEMBIL.



buoncusa xopuoHa

HeaocTaTkm:

* [lo pAAY TEXHHYECKMX HIPUYNH HE BCETAA VAACTCA IIPOBECTH KAYECTBEHHBIN AHAAU3
OOPAa3IOB TKAHU.

* CymecrByeT HE3HAYUTEABHBINI pPHUCK IIOAYYEHHA AOKHOIIOAOKHTEAb- HBIX H
AOKHOOTPHUITATEABHBIX PE3YABTATOB H3-32 cpeHOMeHa T. H. «IIAAIIEHTAPHOIO MO3AUITA3Ma»
(HEMAEHTUYIHOCTHA TEHOMA KAECTOK XOPHOHA 1 9M6pH0Ha).

* AAnTeABHOE BO3AECHCTBHE HA ITAOA YABTPA3BYKa, OE3BPEAHOCTb KOTOPOTO HE AOKA3aHA.

* Puck CAY‘IQ.IZHOI‘ O HOBpC}KACHI/IH ITAOAHOTIO HYSBIPH.

Prck HEOAAronpUATHOrO BAUAHUA HA TEUEHUE OEPEMEHHOCTH IIPH PE3YC-KOHMAHKTE.
* Puck BrxuabIma (0T 2 A0 6% B 3aBUCHMOCTH OT COCTOSHHSA KEHIITIHBI).

* Puck nadunmposanus maopa (1-2%).

* Puck kposoreuenus y xeHmuHsI (1-2%).

* Puck (menee 1%) HEKOTOPBIX OTKAOHEHHI B Pa3BUTHH IIAOAA: OIIICAHEI CAYIAH IPYOBIX
VPOACTB KOHEYHOCTEH y HOBOPOKACHHBIX, ITOABEPIaBIIINXCsA OMOIICUH XOPHOHA. B mmeAoMm
PHCK OCAOKHEHHUHN IIPU OMOIICHH XOPHUOHA HU30K (He BrIIIe 2%0).



IT TpumecTp OEpeMEHHOCTH.
KAeTKH ITAAIeHTHL.

AHAAOTMYHA METOAMKE OITMCAHHOIO BBIIIIE 2-TO CIIOCOOA OHOIICHI
xopuoHa. [IpoBoAHTCA ITOA MECTHBIM HAW OOIIHM O0OE300AWBAHUEM,
aMOYAAQTOPHO UAH C KPATKOBPEMEHHON T'OCITHTAAN3AINEN KEHITITHEL

[TpenmytectBa: MuHUMAaAbHAA BEPOATHOCTD OCAOKHEHUM.
Heaocrarkm:

* KyABTHBHPOBAaHNE MOAYYICHHBIX IIPH IIAAIIEHTOIICHTE3E KACTOK MOJKET
OKa3aTbCAl MEHEE PE3YABTATHUBHBEIM, YEM KYABTUBHPOBAHHE KAETOK
XOPHOHA, ITO9TOMy HHOTAA (O9EHb PEAKO) BO3HHKAET ITOTPEOHOCTH B
IIOBTOPEHUN IIPOIEAYPEL. DTOT PHUCK OTCYTCTBYET B AAOOPATOPHIX,
IIPAKTHUKYIOIIIX COBPEMEHHEIE METOABI MU TOT€HETHYECKON
AVATHOCTHKH.

* llpoBeaeHHE OOCAGAOBAHHA Ha AOCTATOYHO OOABIIIOM CPOKE
OepeMeHHOCTH (B CAy49ae OOHAPYKEHHA CEPBE3HOM  ITATOAOTUH
IIPEPBIBAHUE OEPEMEHHOCTH B OTOT IIEPHUOA TPEOYET AAUTEABHON
TOCIIUTAAU3AIIN U YPEBATO OCAOKHECHUAMM).



15-16 HeaeAD.

OKOAOIIAOAHAA KUAKOCTh M HAXOAAINIMECA B HEMN
KAETKA IIAOA2 (CAVIIIEHHBIE KAETKH KOKH ITAOAQ,
SITUTEAHOITATEI 13 MOYEBBIBOAAIIINX ITYTEH U T.A.).

OKOAOIIAOAHAS JKUAKOCTH HAOWPAETCA B IIIIPUI] C
ITOMOIIIBIO HT'ABI, BBEAGHHOI B IIOAOCTh MATKH Y€pe3
OpPFOIIHYIO CTEHKY. MaHUIyAALINSA IIPOU3BOAUTCSA ITOA
KOHTPOAEM Y3-ammapara, amMOyAaTOPHO HAU C
KPATKOBPEMEHHOM TOCITUTAAU3AIIICH. Yarre
IIPUMCHAIOT MECTHYIO aHECTE3WIO, HO  BIIOAHE
BO3MO’KHO M IIPOBEACHHE IIPOIIEAYPHI IIOA OOIINM
HAPKO3OM.



IIpenmyrnecrBa:

* AwparHOCTHKAa PAa3AWYHBIX XPOMOCOMHBIX W TI€HHBIX OOAE3HEW,
OIIPEACACHHE CTEIIEHH 3PEAOCTH ACTKUX ITAOAQ,

* OmpeAcACHIE CTEIIEHU KHCAOPOAHOTO FOAOAQHHUA ITAOAA.
* OnmpeAeAeHHE TAKECTH PE3YC-KOHMAUKTA MEKAY MATEPHIO U IIAOAOM.

* AMarHOCTHKAa HEKOTOPBIX IIOPOKOB Pa3sBUTHA IIAOA2 (HAIIPHMED,
IPYOBIX VPOACTB TOAOBHOIO ¥ CHOHHHOTO MO3ra aH3HIE(AAUH,
9K39HITE(DAAUH, CITHHHOMO3TOBOU IPBIKA U T.A. ).

* boaee mmpoxkmil (B CpaBHEHHH C OHOIICHEN XOPHMOHA U APYTHMH
WHBA3UBHBIMA  METOAAMU  IIPEHATAABHOU  AMArHOCTUKH)  CHEKTP
BBIABAAEMBIX ITATOAOTHU.

* Prck BBIKHABIIITA HECKOABKO MEHBIIIE, YEM IIPH OHOIICHH XOPHOHA.
Jror puck Bcero Ha 0,5-1% BbIIe, yeM y O€pEeMEHHBIX, KOTOPBIM
BOOOIIIE HE IIPOBOAUAVICH HHBA3UBHBIE OOCAEAOBAHUS.



Heaocrarim:
* Texmoaormaeckue mpoOAeMBI. | [OCKOABKY KAETOK ITAOAQ B 3a0paHHOM
OOpasile OdYEHb MaAO, HEOOXOAHUMO AaTb UM  BO3MOXKHOCTH
Pa3MHOKHATBCA B HMCKYCCTBCHHBIX YCAOBHAX. AAfl 3TOro TpeOyroTCA
OCOOBIE ITMTATEABHBIE CPEABI, OIIPEACACHHAA TEMIIEPATYPa, PEAKTUBHI,
CAOKHOE OOOPYAOBAHUE.

* AoctatogHO AOATOE Bpems (OT 2 AO O HEAECAB) IIPOBEACHHSA aHAAHM3A
xpoMocoM. Pesyaprarel moaygaror B cpeaHeMm k 20-22 Heaeae. Ilpu
ITOATBEPKACHUN AWATHO32 IIPEPBIBAHIE OEPEMEHHOCTH HAa TAKOM CPOKE
COIIPOBOKAAETCS OOABIITIM KOAHYIECTBOM OCAOKHEHHH, YeM, HAIIPUMED,
Ha 12-11 Heaeae. CuabHEE T MOPAaABbHAA TPABMaA YACHOB CEMbBH 1.

* AAWUTEABHOE BO3ACHCTBHE Ha IIAOA YABTPa3ByKa, OE3BPEAHOCTH
KOTOPOIO HE AOKa3aHA.

* HecKOABKO ITOBBIIITIAETCS PHUCK POKACHHUA MAAOBCCHOI'O pC6€HKa.

* Ecrp caaObrt (venee 1%) pHCK ABIXaTEABPHBIX PACCTPOICTB Y
HOBOPOKAECHHOTO.



[Tocae 18-i1 meaeAm OepeMEHHOCTH.
[lyrroBuaHas KPOBb ITAOAA.

O0paszern KpOBH ITAOAA IIOAYYAIOT U3 BEHBI IIYIIOBHHBL, KOTOPYIO ITOA
KOHTpoAeM Y3V OyHKTUPYIOT UTAOI, BBEACHHOU B IIOAOCTb MaTKU
gepe3 IPOKOA HEPEAHEN OPIOITHOM CTEHKH KEHIIIIHEL.

Hpenmygecha:

* BO3MOKHOCTD AEYEOHBIX MAHHUIIVAAIINI (BBEACHHE ACKAPCTBEHHBIX
CPEACTB H T.IL.).

e MuamMaAbHAA BEPOATHOCTD OCAOKHEHUII.

Heaocrarim:

* IIpoBeaeHne 0OOCAEAOBAHHA Ha OOABIIIOM CPOKE OepeMeHHOCTH (B
CAy4a€  OOHAPYKEHHA  CEPbE3HOM  IIATOAOTHH  IIpEpbIBAHUE
OEpPEMEHHOCTH B 3TOT IIEPUOA TPEOYET AAUTEAPHOM TOCIIUTAAWU3AIAHN 1
IPEBATO OCAOKHEHHUAMM).



rmocae 17-1 HeAeAl

MuHnaTIOpHOE YCTPOUCTBO, HAIIOMHUHAIOIIEE TEAECKOIL,
O60pYAOBaHHbeI AAMIIOYKON M OOBEKTUBOM, BBOAUTCS
yepe3 OPIOITIHYIO CTEHKY W MATKy BHYTPbh OKOAOIIAOAHOTO
ITY3BIPsA, TA€ MOKET HAOAFOAATh B POTOTPAPUPOBATH IAOA.
Detockonma AA€T BO3MOKHOCTD IIOCPEACTBOM B3ATHA IIPOO
KPOBH M TKAHEH YCTAHOBHTH AHATHO3 OOAE3HEM, KOTOPBIE
HEBO3MOXKHO OIIPEACAHUTDH IIPHU IOMOIIYN AMHUOHIYHKIIUH,

B Hacrosmee Bpems dpeTocKkonmsa - AOBOABHO PHUCOKBAHHASA
IIPOIIEAYPA, OHA MOKET CIIPOBOIIMPOBATH  BBIKHABIIIL,
IIO9TOMY 9TO HCCAGAOBAHHE IIPOBOAHUTCS TOABKO B TEX
CAyYasX, €ECAH €CThb BECKOE€ OCHOBAHHSA AAfl IIOAO3PEHUS Ha
BPOKACHHBIN A€DEKT y peOCHKA.



2. HeMHBA3UBHbI@ METOADbI

CKpUHHUHT MATEPHIHCKIX CBIBOPOTOYHBIX
dakTopoB (API1, XopmaAbHBIIT TOHAAOTPOIINH,
CBOOOAHBIN 3CTPAATIOA)

VY ABTPa3BYKOBOUM CKPHUHUHI ITAOAQ, OOOAOYCK U

IAAIICHTEI
CopTHHT PETAABHBIX KAETOK
Tect Pink or Blue (c 7 mea.)



CKPUHUHI MATEPUHCKUX
CbIBOPOTOYHbIX PAKTOPOB

HPOMeH{yTOK MEKAY 15 u 20 meaeAaMum 6€p€M€HHOCTI/I. B PAAE CAYIAEB BO3MOKHO
OOAEe paHee IIPOBEACHUE aHAAN3A, HO ITOCAE 2() HEAEAU AMATHOCTUYECKAS
IIEHHOCTb METOAQ HEBBICOKA.

Benosnas kpoBp OepemMeHHO.
CBIBOPOTKA KPOBHU MCCACAYETCA Ha COAEP/KAHIE TPEX BEIIIECTB!
* aabda-Perorporenna (APIT);
* XOPHOHUYIECKOro ronapotrponunHa (XI);
* HEKOHBFOTHPOBAHHOTO acTproAa (HOD).
*HOTAA «TPOMHOM TECT» AOIIOAHAIOT HCCACAOBAHUEM YPOBHA HEUTPOPUABHOM

meAogHOu pocdartassr (HILD).

A®DII BpIpabaTbIBA€TCA IIEYEHBIO ITAOAQ, 4 3aTE€M YEPE3 IAAIIECHTY IIOIIAAAET B
KpoBb OepemeHHON. YpoBeHbr A®PII B kpoBm MaTrepu IOBBIINAETCA IIPH
HEKOTOPBIX T/MKEABIX IIOPOKAX Pa3BUTHA, IIPUBOAANINX K CMEPTH HWAH
UHBAAUAHOCTH (A€(eKThbl 3aKpPBITHA HEPBHON TPYOKHM U MHp.); W, HAIIPOTUB,
3aMeTHO CHIDKaercAa npu cuHapome Aayna. Yposene HIII® B xpoBu marepu
npu cuaHApome AayHa y 1A0Aa noBeimiaerca. YposeHs XI' u HD npu cuaapome
AayHa y IIAOAQ TAKOKE OTKAOHAETCA OT HOPMBI.



CKPUHUHI MATEPUHCKUX
CbIBOPOTOYHbIX PAKTOPOB

Amarsocruka:
* cuappoma AayHa;
* HEKOTOPBIX YPOACTB TOAOBHOI'O MAH CITMHHOI'O MO3ra (aH3HIIeDAaANs, YEPEITHO-MO3TOBBIC
VAU CIIMHHOMO3TOBBIE I'PBIKH) U PAAA APYTUX THKEABIX IIOPOKOB Pa3BUTHSA ¥ IIAOAA.

IIpeumyrniecrBa:

* Aocrarouno Goasbmras adpdexruBaOCTb: 70% Bcex cayuaeB cuHApoMa AayHa m AedexToB
3aKpBITHA HEPBHOU TPYOKHM MOKHO BBIABUTH Ha Cpokax 15-22 meaeam Oepemenuoctu. [lpm
sonoAHnTeABHOM HccaeAoBannu HILI® BerABAcHHE TAOAOB ¢ cmHApOMOM AayHa AocCTHTraeT
80%. DTO A2eT BO3MOKHOCTD IIPH HPHUHATUN CEMbEH COOTBETCTBYIOIIEIO PEIICHUA IIPEPBATDH
OEpEMEHHOCTb 0€3 OCOOBIX OCAOKHEHUU AAfl OPIAHU3MA KEHIITIHEL

* [Tokazax BceM OEPEMEHHBIM YKEHITTUHAM.
* PUCK OCAOKHEHUM AAA IIAOAQ HpeHe6pe>KI/IMo MAA.
Heaocrarkm:

* Ha pesyAbTaTbl aHAAW30B OKAa3BIBAIOT BAUAHHE PAa3AHYHBIE (DAKTOPHI — MHOTOIIAOAHAA
OEepeMEHHOCTh, OCOOEHHOCTH KEHCKOIO OPraHU3Ma, aKyIIepckue Ipodaemsr u IIp. CAEACTBHEM
9TOrO HEPEAKO MOIYT OBITh AOKHOOTPHUIIATEABHBIE AHOO AOKHOIIOAOKHUTEABHBIE PE3YABTATHI
HCcCACAOBaHUA. BO BCeX IOAO3PHTEABHBIX CAYYAfAX HA3HAYAETCH YTOUHSAIOIIEE OOCAEAOBAHUE
V3-ckaHupoBaHUe, AMHHOIIEHTES, ITAAIIEHTOIIEHTE3 HAT KOPAOIICHTES.



CTaHAapTHbIﬁ aKymepCKHfI V3—CKpHHHHr IHOPOKOB Pa3BUTHS Y
ITAOAQ IPOBOAAT B ABA 3Talla: HA CPOKAX 11-13 meaeAp
oepemMeHHOCTH U 22-25 HEAEAD OEPEMEHHOCTH.

[Tokazaa Bcem OEpPEMEHHBIM KEHITIITHAM.
[TaroA 1 mAanieHTA

1 crtoco6. Ha 1ToBepXHOCTD KUBOTA KEHIITUTHBI YCTAHABAUBACTCH
AATIUK (TPAHCAIOCED), HCITYCKAOIIUN 3BYKOBBIE BOAHBI BBICOKOH
gacTOTEL. OTpakadsCch OT TKAHEH ITAOAQ, 3TH BOAHBI CHOBA
YAQBAHUBAIOTCA AaTIHKOM. KommbroTepHas oOpadOTKa BOAH
dopMuEpyeET COHOrpaMMy — HU300paKEHIE Ha S3KPAHE MOHHUTOPA,
KOTOPOE U OILIEHUBAETCS CIIEITHAAICTOM.

2 c1oco0 (Jarre UCIIOAB3YETCH Ha PAHHIX CPOKax). TpaHcArocep
OCOOOI KOHCTPYKIIUH, 3AIIHUINECHHBIN AATEKCHBIM IIPE3EPBATHBOM,
BBOAHUTCS BO BAATAAHIIIE KCHITIITHEL.



IIpenmyiiecrBa:

* AarHOCTHKA ACCATKOB Pa3HOBHAHOCTEH BPOKAECHHBIX ITOPOKOB
Pa3BUATHA Y ITAOA2 (IIOPOKH TOAOBHOIO U CIIMHHOTO MO3TI3a, CEPAIIA,
IIOYEK, IIEYCHHU, KUIIIEYHIKA, KOHEYHOCTEH, AUILIEBBIX CTPYKTYP U AP.).

* Pammee (A0 12 meaeAn OEpEMEHHOCTH) BBIABACHHUE CIIEITI(PUIECKUX
IIPU3HAKOB CHHApOMa AayHa y rmaoaa. Kpome Toro — yrounenwue:
xapakrepa OepeMeHHOCTH (MATOYHAsI/ BHEMATOYHASN); ® KOAMYECTBA
ITAOAOB B MATKE; ® BO3PACTa ITAOAA (CPOKA OEPEMEHHOCTH); ® HAANIHSA
OTCTaBAHHUA B PA3BUTHUU IIAOAQ; ® IIOAOKEHHUA ITAOAQ B MATKE (TOAOBHOE
IAH Ta30BOE IIPEAACIKAHIIE); ® XapaKTePa CEPALIEOMEHNS IIAOAQ; ® ITOAQ
ITAOAZ;

* PACIIOAOKEHHUA U COCTOAHUSA IAALIEHTHI; ®* COCTOAHUA OKOAOIIAOAHBIX
BOA; ® HAPYIIIEHUU KPOBOTOKA B COCYAAX ITAAIICHTEI; ® TOHYCA
MATOYHOH MYCKYAQTYPbl (AMATHOCTHKA YIPO3HI IIPEPHIBAHUA
OEpEMEHHOCTH).



* [lorennmmaspHOE BPEAHOE BO3AECUCTBHE Y 3-CKAHUPOBAHUA HA
OPIraHHU3M IIAOAA TOPA3AO MEHBIIIE BDEAHOI'O BO3ACHUCTBUA
PEHTTEHOBCKOTO U3AydIeHHUA (rpymma sxcirepTos BO3 odummaspio
IIpu3HaAa Oe30ImacHBIM YeThpexkpaTtaoe Y3V maoaa Bo Bpems
OEpEMEHHOCTH).

Heaocrarku:

TexHmYIecKHEe OTPaHUYIECHUA U OTHOCUTEADBHAA CYOBEKTUBHOCTD
MHTEPIIPETAIINH PE3YABTATOB CKAHUPOBAHUA. AMATHOCTHYIECKAS
IICHHOCTD Y 3-CKPUHUHTA MOKET CYIIIECTBEHHO CHUKATHCA IIPHU
CAADBIX TEXHHYECKAX BO3MOKHOCTSAX AIlIapaTa U HU3KOM
KBAAU(PUKAITIH CIICITHAANCTA.



Mexay 8-11 i 20-i1 HeAEAAMU OEPEMEHHOCTH.

DPUTPOOAACTE IATT AUMPOITUTHI ITAOAQ, COAECPIKAIIIIECS
B BEHO3HOU KPOBH OCPEMEHHOMN KEHIIIIHHI.

AAsl copTrHTa (OTAGACHHA ITAOAHBIX KAETOK,
COACPIKAIIIIXCA B KPOBH KEHITIIHBI, OT €€ COOCTBEHHBIX
KAETOK) MCIIOAB3YIOT BBICOKOCIIEITN(DIIHBIE
MOHOKAOHAABHBIE AHTUTEAQ U IIPOTOYHBIN AA3€PHBIN
copTuHI. [ loAydeHHBIE KAETKH ITAOAQ IIOABEPIAFOT
MOAEKYAAPHO-TEHETUIECCKUM HCCACAOBAHUAM.



IIpenmymiecrBa:

¢ HpﬁKTH‘I@CKI/I AHAAOTYHBl BO3MOMKHOCTAM OHOIICUN XOPI/IOHEI,

ITAAIICHTOIICHTC3a 1 KOpAOH@HT@Sﬂ.

. HepeHe6pe>KHMo HU3KAN PHUCK OCAOKHEHHH AAf  IIAOAQ,
OOYCAOBAEHHBII MAaAOM HMHBA3HUBHOCTBIO IIPOIEAYPHI B COYETAHUH C
AUATHOCTUYECKUMHU BO3MOKHOCTAMH, UACHTUYHBIMUA TaKOBBIM IIPHU
BBICOKO MHBA3UBHBIX MAHUIIYAAIINIAX (OHOIICHA XOPHMOHA U Ap.)

HeaAocrarkm:
* BoAbImmas TpyAO- U TEXHOEMKOCTb METOAQ, IIPUBOAAIIAA K BBICOKOI
ce0EeCTOMMOCTH UCCAEAOBAHUS.

® HCAOCT&TO‘IH&H HpOBCpGHHOCTb B ITAAHC HAACKHOCTH — AdHHAaA

METOAMKA B HACTOAINEE BPEMA IIPEUMYIIIECTBEHHO HOCHT CTATyC
SKCIIEPUMEHTAABHOU U B PYTHHHOH IIPAKTHUKE HUCIIOAB3YETCA KPAMHE

PEAKO.



OnpeAeAeHIE ITOAA C 7-U HEAEAHR
HeaaBame Hayunble nccaeaoBanms mmokasasn, aro AHK maoaa HaxoAATCA B KpOBH
IIpeArtoAaraeMon marepu. [Ipu ectecTBEHHBIX IIpOIIeccaX KAETKHA ITAOAQ OTMHPAIOT U
IIEPEXOAAT B CHCTEMY KpOBOOOpareHus Marepr. Kak TOABKO KAETKH OTACAHMAUCH, UX
AHK Mozxet ObITE OOHApYKEHA B KDOBEHOCHOI cucteme Matepu. KaeTkm
pasaararorca u cBoooaHas AHK momaaaer B kpoBb ccTeMy KPOBOOOPAIIEHUS
mMatepu. [1pu momMoIm TOABKO OAHOM KaIIAM KPOBU MBI MOKEM OIIPEACAUTD Y-
ocooernocts xpomocoM AHK. Ecam sto Tak, maoa myxckon. Ecan 8 AHK mer
XPOMOCOMHOHU Y-OCOOEHHOCTH, ITAOA KEHCKHUI.
Orpanuyenus:

- B Tevennm mocaepAHUX 3-X MecCAIIEB OBIAO IIPEPhIBAHIE OEPEMEHHOCTA HAT BBEIKHABIIIT

- OBIA HepeCcaKeH KOCTHBIM MO3T OT MY/KIHHEI

- IEPEAUBAHUE KPOBH B TEYCHUU IIOCACAHHUX 3-X MECAIICB

- [IpreMKka aHTH-KOATYASIHTEL X IPEIIAPATHL AAfl A€YEHUA 3a00AEBAHIH KPOBU

- reMopHuAHA



HacAeACTBe@HHblIe
30000AEBAHUA YeAOBEeKA



3000AEBAHUA, BO3HMKHOBEHME U
DA3BUTUE KOTOPbLIX CBA3AHO C
M3IMEHEHUIMU TEHETUHECKOTO
MATEPUNAAQ, CMOCOBOHbLIX MEPEAABATLCH
MO HOCAEACTBY. COMPOBOXAQKOTCH
XPOMOCOMHbBIMM U TEHHBIMM
MYTALMAMMN.



POAb HOCAACTBEHHbIX OPAKTOPOB B
PA3BMTUM PA3AMYHbIX 30060AEBAHUM

Oxp
CcpeAd

MyxoBuCIIIAO3 CA 2 tuma

HacaeAcTBg



accucukauma

|, XPOMOCOMHbIE
7. MOHOrE€HHble
3. MOAUIEHHblE




1. XpoMocOMHbIe BDoAEe3HU

M3MEHEHMS 3ATPATMBAIOT XPOMOCOMBbI,
NP1 3TOM HODAIOAQETCH M3MEHEHME UX
CTPYKTYPblI MAM YUCAQ

PAQ3AMYAIOT:




B 1866 r. anrAamiicknm meanatpoM /\. AayHOM BIIEPBBIE OBIAA
OIIICaHA HAWOOAEE YACTO BCTPEUAIOIIAACH OOAE3HDb, TPHUCOMHUS
21 xpomocomer. Hazsama sta boaesap cuHApOMOM AayHa.

B 1925 r. — IIEPBOE KAMHUYIECKOE OIUCAHUE CHUHAPOMA
MOHOCOMHH 110 X-XpOMOCOME OBIAO CACAAHO PYCCKUM
kanaurmcrom HLA. IllepemeBckum.

B 1938 r. — I'. TepHep Tarke OIMCAA ITOT CHHAPOM.

B 1942 r. — I'. Kaaitandearep BIrepBbIe OINCAA KAUHUYECKIH
CHHAPOM, B OCHOBE KOTOPOI'O A€KAT aHOMAAUU CHUCTEMBI
IIOAOBBIX XPOMOCOM y MyK4uuH (Tpucommsa XXY).



XPOMOCOMHBIE AHOMAAHWM BBI3BIBAIOT HAPYIIICHHE OOIIIErO
TEHETHIECKOro  OaraHca.  [latoaormueckme — sdpdekTrr
XPOMOCOMHBIX M T€HOMHBIX MYyTAIlUM IIPOSBAAIOTCA HA BCEX
CTAAUAX OHTOTEHE3a, Ha YPOBHE TaMeT.

I'AaBabIe 9(1)(1)61@1)1 XPOMOCOMHBIX aHOMAAUU IIPOSBAAIOTCA B
ABYX BapHAHTaX: AETAABHOCTH H  BPOXKACHHBIX ITOPOKAX
PA3BUTHA.

XPpOMOCOMHBIE AHOMAAWUM, BO3HHKAIOIINE B COMATHYECKHUX
KACTKAX, MOIYT BBI3BIBATH PA3AWYHBIC ITOCACACTBHA: OCTATHCH
HEUTPAABHBIMH AAfl  KAETKH, OOYVCAOBHTH TIHOEAB KAETKH,
AKTUBHPOBATb ACACHUE KACTKH, U3MEHUTD (DYHKIIHIO.



AHEYMNAOUAMNM MO AYTOCOMOM
(MOHOCOMUM, TOUCOMMM)

AHEYNAOUAMM MO MOAOBbBIM
XPOMOCOMOM

[MOAUTIAON AN



CMHAPOM AAQYHQ (TPMCOMMA MO 21
XPOMOCOME)

CooTtHowleHune noaos — 1:1. 4YacrtoTa - 1;
/00-800.




vitaaaie 30

MeHee ueM 1 m3

1,000

30

1 13 900

1 13 400

36

1 13 300

37

1 13 230

38

1 13 180

39

1 m3135

40

1 3105

42

1 m3 60

44

1 m3 35

46

1 13 20

48

1316

49

1312

Growth failure
Mental retardation

Flat back of head ——

Abnormal ears ——__
e

Many "loops" — 7

on finger tips
Palm crease -

Special skin ~ /
ridge patterns

Unilateral or bilateral
absence of one rib

Intestinal blockage

Umbilical hernia
Abnormal pelvis -

Diminished muscle tone

f
J

‘Broad flat face
__ Slanting eyes
~ | Epicanthic eyefold
‘Short nose

;{? ) - Short and
broad hands

[ |Small and
‘arched palate
< Big, wrinkled
|tongue
Dental anomalies

Congenital heart
disease

Enlarged colon

Big toes widely




Kannyka:

XapaKTEpHAsA BHEIIHOCTH: HEOOABIIAA KPyrAas IOAOBA CO CKOILIEHHBIM VTOAIIICHHBIM
32TBIAKOM: MOHIOAOMAHBIM pa3pe3 TIAa3, SIHUKAHT, KOPOTKHHU CEAAOBHAHBIN HOC,
MAaACHBKHE OTCTaroImme AePOPMUPOBAHHBIE YIITHBIE PAKOBHUHBI, IIOAYVOTKPBITBIII POT 32
CYET MAaKPOTAOCCHH, MAAEHBKHII 3aIIaAAFOIIUNI ITOAODOPOAOK, CBOCOOpa3sHasf IIOXOAKA C
HEAOBKHMH ABHKCHUAMH, KOCHOS3BIYHC;

OTCTAaBAaHHE B IICHXOMOTOPHOM Pa3BUTHH HA IIEPBOM I'OAY KHU3HU;

cAaboymue;

IIOPOKH pas3BuTuA cepAcuHO-cocyancron cucremsl (AMIKIT, OAID);

IIOPOKH PAa3BHTHUSA KEAYAOIHO-KAIIIEIHOTO TPAKTa (ATPE3Ns IIUITIEBOAQ);

CKAOHHOCTD K HH(DEKITUAM U 3AOKAYECTBEHHBIM 3200ACBAHUAM (ACHKEMUA);

TUIIOTPO(UA MBIIIII, YBEAUYEHUE OOBEMA ABIKEHHII B CyCTaBaX, ITOIIEPEYHASA AAAOHHAA
CKAQAKZ;

IIUTMEHTHBIE IIATHA 11O KPAIO PAAYKKH - IIATHA bpymduapaa, kocoraasue;

HEBBICOKUU POCT, THIIOTUPEO3;

AHOMAAMHU CKEAETA: AeOPMAIIHA I'PYAUHBI, YKOPOYEHUE U PACIIUPEHHUE KUCTEH M CTOII,
KAMHOAAKTHAHUA ¥ HCKPUBACHHE MH3HWHIIA, THIIONAA3HUA CPEAHEH €ro aAaHrwy,
CAHAAACBHAHASA ITIEAB, MOKET OBITh EAMHCTBECHHAA CKAQAKA HA 5 IaAbIle, FTOTHYECKOE HEOO,
MEAKHE 3yOBI;

KPHUIITOPXU3M, THIIOIIAA3HA ITOAOBOIO YACHA.
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CuHApPOM DABApPACAO

Kananka:

- AooanxonedaAns, HI3KO OCAKEHHBIE Ae(DOPMUPOBAHHEBIE VI,
BBICTYIIAFOIIINIT 3ATEIAOK, BEICOKOE HEOO, MEKPOTHATHSA, KOPOTKHE
I'AA3HBIE ITIEAH, HE3APAIIICHNE TYOBI M HEOA, MUKPOCTOMUS;
BpokAeHHBIE TTOpoKH cepArta (AMIKIL, oTkperTeiil baraAAoB IpOTOK)

TMIIOIAA3UA CKEACTHOM MYCKYAQTYPBI U IIOAKOKHOU KUPOBOU TKAHH,

T py,A,HaH KACTKA KOpOTKaH 51 I_T_H/IpOKaH;

AHOMAABHOE PAa3BUTHE CTOIBI (KOHCKAs CTOIIA, CTOIIA-KA9aAKa,
AedpopMarTIs MaABIIEB, THIIOIIAA3HS HOITEH), IIOIIEpeYHAs AAAOHHAS
CKAQAKA, AICIIAQ3HA TA300EAPEHHEBIX CYCTaBOB,;

- MHOKECTBEHHBIEC ITIOPOKH Pa3BUTHA BHyTpeHHUX opranos (BIIC,
AmaddparMaAbHBIE TPBLKH, IIOAKOBOOOPAa3Has IIOYKA, KPUIITOPXHU3M,
ITaXOBas, IIyIIOYHAS TPBIKH,

[TormOaroTt B Bo3pacte AO 3-5 MECHAIIEB, B PEAKHX CAYIAAX AOKHBAIOT AO
5 Aer. ‘



CUHAPOM [laTay (Toncommg no 13 Xpomocome)
HacTtota 1:10 000

small head
absent

eyebrows

cleft lip and/or et
<
dysplastic, or

clenched hands

and polydactyly,
or extra fingers

" ' undescended or
abnomal testes

h!ﬂ gl L
Copynght the Lucina Foundation, all rights reserved.




Cpean BOAbHbIX NPEOBACAQIOT AEBOYKM. AETU POXAQIOTCH ODbIMHO B
CPOK, HO C WMCTMHHOM MPEHATAABHOM TUMNOMNAA3MeN. HabAAQETCH
BbICOKOS MACAEHYECKAS CMEPTHOCTL (A0 90% aeTen). HacTtb normbaeT
BHYTPUYTPOOHO.

KAUHUKA:

- MUKPOLLEDAAUS;

- MUKPODTAABM, AHOQOTAABMMS;

- OAHO UAM ABYCTOPOHHEE HE3APALLLEHME BEPXHEM TYDbI 1 HEDQ;

- MOAMAQKTUAMSA, BbIMYKAbIE HOITM, MOMEPEYHAN AAAOHHASN CKAQAKQ,
MOBbILLIEHHAS TMOKOCTb CYCTABOB;

- MHOXXECTBEHHbIE MOPOKM PA3BUTUI HEPBHOM CUCTEMbI M BHYTPEHHMX
OPraHOB — QMAQ3MI MO3OAUCTOTO TEAQ, TUMOMAQA3MA  MO3IXKEYKA,
BPOXXAEHHbIE MOPOKM CEPALLA, AHOMAAMMK MOYEK, MOPOKMN PA3BUTAS
OPraHOB MULLLEBAPEHMS;

- YLLIHbIE PAKOBMHbI HEMPABMABHOM JOOPMBbI, HM3KO PACMOAOXEHDI;

- KOUMTOPXM3M, TMNOMNAQ3ME HAPYXXHbIX MOAOBbLIX OPIraAHOB, TMMOCMNAAMS
Y MOABYMKOB, YABOEHME MATKM U BAATOAULLIO, ABYPOras MATKA Y
AEBOYEK;

- AMHOJ;

- CYAOPOXHbIM CUHAPOM.




crHAPOM LLlepumiueBckoro-TepHepa
(MOAHQOS MAM HOCTMHHAS MOHOCOMMS X-
XPOMOCOMBI)

KOpMOTMH: 45, XO Short stature

Low hairline

Characteristic
facial features

Fold of skin

I\ Constriction
Shield-shaped —ﬁ*'—j-—— A of aorta
thorax : Jk Poor breast
Widely spaced — . ’ development

nipples

~ Elbow
Shortened deformity

metacarpal IV _ v
Small J‘ J YA M Rudimentary

finger nails — ovaries

Gonadal streak
(underdeveloped
gonadal
structures)

Brown spots (nevi)
N\ d
* No menstruation




CuHapom LllepuLueBcKoro-
TepHepa

boaeror ToAabKO skeHImmmHEbL. Yacrora - 1: 10 000 HOBOpOXK. A€BOYEK
Vmerorcd TpU IPYHIIBEI OTKAOHCHUU:

1). rumororaansM (ITOAOBOM MH(AHTHAU3M) BBIABAAETCA B IIyOEPTATHOM
rrepuoAe, ameHopes B 96%, Oecrraoaune - boaee 96-99%.

2). BPOKACHHBIE COMATHYIECKHE IOPOKN PA3BUTHA:

- AHOMAaAHH MOYEBOI CUCTEMBI (IIOAKOBOOOpPA3HAsA ITOYKA, YABOCHUE ITOYEK U
MOYEBBIBOAAITHX ITyTeN) - 43-60%

- YMCTBEHHAA OTCTAAOCTD - 18-50%

- AHOMAAHHU CEPACUHO-cOCyAucTOn cucteMsl (BIIP - koapkrarus) - 43%
- Hapy1reHue cAyxa - 40-53%

- HapyIIeHue 3peHus - 22%o

3). HU3KUM POCT, IPU 3TOM: KOPOTKOE TyAoBHIIIE - 97%, KOpOTKad 111e4 -
71%0, KpBIAOBUAHAA CKAQAKA HA Iriee (ITepUruyM) - 53%, HU3KHIT poCT
BOAOC Ha 3aTBIAKE - 73%.



CUHAPOM KAQUHDEABTEPA (AMCOMMUA X
NPW MY>XXCKOM doeHoTMNE

Frontal
KO p I/I OT M rl 4 7 4 XXY t:t:l:zm“ - Poor beard

Tendency to growth
grow fewer
chest hair§ ————=2

= Narrow
shoulders

Breast :
development }

| Wide

Female-type | .
had | —hips

pubic hair
pattern |
~
Small "
testicular = \
size Long arms
and legs

|
«/uj (SN




CuHapoM KaanHobeAabTEpO

boaeror Toapko myxumuer. Yacrora - 1:10 000 mOBOpOX.
MAABYHKOB.
KAmHIMYeckne Opu3HAKH 3a00ACBAHHUA IIPOSABASIOTCA B
OCHOBHOM C HACTYHACHHEM IIPe- U IyOEPTATHOTO IIEPHOAQA!
BBICOKHI POCT
HEIIPOIOPIIMOHAABHO AAMHHBIE KOHEYHOCTH (AOAUXOMEAHS)
rarroriaasus amaek (99%) u moaosoro uaena (41%o)
IIOAOBOMT HH(MAHTHUAHU3M, HAPYIICHHE CIIEpMATOreHe3a
(100%), becrraoame
CKAOHHOCTb K OXHPEHHUIO (IO  KECHCKOMY  THIIY),
ruaexkomactus (55%0)
CHIKEHIE MHTEAACKTA, YMCTBEHHAA OTCTAaAOCTD (10%0)
CHIKEHIE TTOAOBOTO BAeueHUA (70%0)



CUMHAPOM (CBEPXKEHLLMHDBI (TOMCOMMS,
TETPACOMMS, MEHTACOMMUA MO X-
XPOMOCOME)

Kapmotmn 47, XXX; 48, XXXX; 49, XXXXX




YacroTa TprcoMun-X COCTaBASIET CPEAT HOBOPOKACHHBIX A€BOYEK U JKEHITIIH
1:1000, cpean ymcrBeHHO OTCTaABIX — 0,59 %. BoAbIIUHCTBO A€BOYEK U
KEHILH C TPUCOMHEN-X BBIABACHBI CPEAN OOABHBIX IICHXHATPHUIECKIX
OOABHMUIT.

Tpucommro-X MHOTAA Ha3BIBAIOT CHHAPOMOM TPHIIAO-X, OAHAKO 3TO HE
ABASIETCSI OOOCHOBAHHBIM: TPHUCOMHA-X HE OOYCAOBAUBAET YE€TKOTO
IIOCTOSTHHOTO CHUMITTOMOKOMITAECKCA.

KAmHmYeckme IposBAEHUA BECbMa IOAUMOPHEBL, 4 ¥ YaCTH HAIIHEHTOB C
TPHUCOMHEN-X BOOOIIE HE OOHAPYKUBACTCA KAKHX-ANOO OTKAOHEHHUI B
dpU3HIECKOM 1 IICHXIYECKOM Pa3BUTHH. BmecTe ¢ TeM OAHIM M3 9aCTHIX
IIPOABACHHUIT TPUCOMUU-X ABAACTCA HETAYOOKAs yMCTBEHHAS OTCTAAOCTb,
KoTOpas otmMedaerca y 75 % 6oapHBIX. OcOOOE BHUMAHHUE IIPUBACKAET 9ACTOTA
3a00A€BaHUA MIN30(PPEHUEN. Y MHOTUX OOABHBIX C TPHCOMHUEHN-X
HAOAFOAQIOTCS 3aAEP/KKA (DH3HMYECKOTO PA3BUTHA, HEIPYOBIE AUCITAACTIYIECKIEC
IIPU3HAKN: SIIMKAHT, BBICOKOE TBEPAOE HEOO, KAMHOAAKTHAUSA MU3HHIIEB. Peke
BCTPEYAIOTCH OOABHBIE BBICOKOTO POCTA. Y HEKOTOPBIX ITAIIIEHTOB OTMEYACTCA
OecriAoAE, OOYCAOBACGHHOE HEAOPA3BUTUEM (POAAHKYAOB.

AMarsos CTaBAT TOABKO IIPU [UTOI€HETHIECKOM HCCACAOBAHUI: BBIABAAIOT 47
XPOMOCOM U ABOMHOU ITOAOBOU XpoMaTUH. OIIICAHO TaKKE MHOTO CAYYAEB TaK
HasbIBacMOU rmoAucomun-X: Terpacomus (XXXX) u nerracomus (XXXXX) ¢
COOTBETCTBYIOIIIUM YBEATYCHUEM KOAUMYECTBA TEAEI] IIOAOBOIO XpoMaTuHa. B
9THX CAYYafiX CTEIICHDb IICHXHYECKOIO HEAOPA3BUTHA BEIPAKEHA IPyOEe 1
KOPPEAUPYET C KOAUIECTBOM AOIIOAHUTEABHBIX X-XPOMOCOM.



CUHAPOM CBEPXMY>XYMHBI) (AMCOMMS,
TPUCOMMA MO Y-XPOMOCOME)

KapumoTtmn 47,XYY; 48 XYYY




Crmuapom XYY xapaxrtepusyerca kapuoturnom 47, XYY. On Bmepsrre
ormcad B 1960 r. Hacrora cuHApOMA IO CPEAHECTATUCTUICCKUM AQHHBIM
COCTaBAAET CpeAr HOBOPOKAEHHBIX OKOAO 1:1000. Mmoraa mpusoasTcs
3HAYUTEABHO OOAee BbICOKUE AaHHBIe— 1:250.

HamboAee 9acTbIM IIPHU3HAKOM fBASIETCA BBICOKHU POCT, KOTOPHBIH
B3POCABIX OOABHBIX COCTABAfAET B cpeAHEM 186 cm. OAHAKO 3TOT IIPU3HAK
HE fABASETCH aOCOAIOTHBIM, TaK KAK B AUTEPATYPE HMEIOTCA OITMCAHUA
MyxarH ¢ Kapuotunom 47, XYY cpeaHEro pocra. Y d€actu OOABHBIX
OTMEYAFOTCA HEPE3KO BBIPAKCHHBIC EBHYXOUAHBIE YEPTHI TEAOCAOKCHUA
U AHACIIAACTHYECKHE IIPU3HAKNA: HEIIPABHABHOE CTPOCHHE 3YOOB,
VBEAMYEHHUE HW/KHEH YEAFOCTH, AHOMAABHBIM IIPUKYC, ACBHAIIUA
KOACHHBIX M AOKTEBBIX CYCTaBOB, PAaAHMOYABHAPHBIM CHHOCTO3. Y
HEKOTOPBIX OOABHBEIX OOHAPY/KHBAECTCS ITOBBIIIICHHUE YPOBHA aHAPOICHOB
U AFOTEHHH3HUpPYyOInero ropmoHa. lloaoBas dyHxima He HapymieHa.
HaAmyane A00aBOYHOI Y-XPOMOCOMBI MOKET K HE COIIPOBOKAATHCSA
KAMHAYECKOU HAaTOAOIMEH, HO, HECOMHEHHO, OHO KOPPEAHUPYET KAK C
HHTEAAEKTYAABHBIM HEAOPA3BUTHEM, TaK U C SMOLHMOHAABHO-BOAECBBIMU
HAPYILICHUAMH.

[Ipy mATOreHETHYIECKOM HCCAEAOBAHUHU C IIOMOIIIBIO AFOMHHECIIEHTHOM
MHKPOCKOIINHM B OYKKAABHBEIX Ma3KaX OOHapyKHBaeTcA Y-xpomaTtud. I lpn
AHAAM3€ KAPUOTHIIA BEIABAACTCA AOIIOAHATEABHAA Y-XPOMOCOMA.



TPUMNAOMAMA XPOMOCOM (69, XXX; 69, XXY)
TeTpanAomamg (92, XXXX; 92,XXYY;...)




Ha mnoanmaomanro mpuxoauTcsa oOxoao 22,6%  Bcex
CIIOHTAHHBIX  a0OpTOB.  bepemennocts  mAoAOM  C
TPUIIAOMAUEU OCAOKHAETCA TOKCHKO30M Il moAoBuHBL,
COIPOBOKAAETCA IIOBBIIICHUEM YPOBHA XOPHUOHUYECKOIO
TOHAAOTPOIINHA.,

KAnamnmuyeckas AMArHOCTUKAS

IIPDEHATAABHAA THUIIOIIAA3UA (OTCTaBaHUE Ha 0-7 HEAEAD
Pa3BUTUA II0 CPABHECHUIO C HOPMAABHBIMU CPOKAMU);

BHEIITHIE IIPU3HAKI: MHUKPOMTAABMHUSA, PACIIIEANHA I'YOBI U
HeOa, HU3KO PACIOAOKEHHBEIE ACDOPMHPOBAHHEBIE VIITHBIC
PAKOBHWHEL, THIIEPTEAOPHU3M, CHHAAKTHANSA ITAABIIEB KUCTEH,
ruAportepaus;

MHOKECTBCHHBIC HOPOKI/I paBBI/ITI/IH BHYTPCHHI/IX OPF AHOB.



AEAELIMU (BKAKOYAI MUKPDOAEAELINN);
AYNAMKOALMNM;

TPAOHCAOKALLMU;

MHCEepPLUMU;

MHBEPCUU;

M3OXPOMOCOMBI;

KOAbLLEBbIE XPOMOCOMBI



CTpYKTYpPHble AHOMOAUM

CUHAPOM AexXeHa
(«KoLuaybero kpmkay,
AEAELIMNA KOPOTKOIO
NAEYA 5 XPOMOCOMBI)

HYactota - 1: 40 000 - 50
000 HOBOPOXKAEHHDbIX.

COOTHOLLUEHME MOAOB -
MI: X




Kanuuka:

HM3KaA MaccCa IIpHu POKACHN,

CHENU(PUIECKUN ITAAY, HAITTOMUHAIOIIUN “‘KOIIaYbe MAYKaHbE

YMCTBEHHOE HAW (PU3UIECKOE HEAOPA3BUTHE,

MUKporedaAns, ITO3, HU3KOE PACIIOAOKEHHE U AedpOopMarius
VIITHBIX PAKOBHUH, KOKHBIE CKAAAKH BIIEPEAN YXa, THIIEPTEAOPH3M,
SIINKAHT, AHTUMOHTOAOHAHBIN Pa3pe3 raa3, AYHOOOPA3HOE AHIIO;

- MbIITICYHAA TUIIOTOHMA,

- BpO)KA,@HHbI@ HOpOKI/I paSBI/ITI/I}I, I pr}KI/I, paCXO}KACHI/IG HpHMbIX
MBIIIIT ?KMBOTA,

- IAOCKOCTOIIHE, “‘00e3bAHbA CKAAAKA ;

Taxkwme IpU3HAKY, KaK ‘KOITAYNM KPUK , MBIIIECYHAS T'HMIIOTOHHUS,
AYHOOOpPAa3HOE AHIIO, B OOABIIHMHCTBE CAYYA€B ITOAHOCTBIO
M39€e3af0T C Bo3pacToM. Ho OOABIIMHCTBO AETEH YMHPAET B
PaHHEM BO3pacCTe.



CTpYKTYpPHble AHOMOAUM

CUHAPOM [lpaaepa-
BUAAU (AeAelns
AAMHHOIO MAEYa 15
XPOMOCOMBI)




CuHapom lNMpaaepa-Buaau

Kanauka:

MBIITIEYHAS TUIIOTOHUSA, THIIOTOHAAV3M, OKUPEHHE,
YMCTBEHHA OTCTAAOCTb, MAACHBKHE KHCTH U
CTOITBI, MHKPOIIEPAAUSA, BBICOKOE aAPKOBHAHOE
HEOO, KApHUEC, MUKPOAOHTHS, IHUIIOIIAA3HSA YIITHBIX
PAKOBUH, CKOAWO3, CHHAAKTUAHA, ITOIEPEUHAA
AAAOHHASl CKAAAK4, HAPYIIIEHUE KOOPAMHAITIHN
ABYKEHUI, CYAOPOTH, CAXAPHBII AHAOET.



CTpYKTYpPHble AHOMOAUM

CUHAPOM BOABQDO-
XUPLLXOPHA (AeAelms
KOPOTKOro naevya 4
XPOMOCOMBI)




CHUMIITOMBI Yacrora BcTpeyaeMoct, %

I'nybokasi yYMCTBEHHasl OTCTaJIOCTh 100
Mukpouedanus 91
3aTpyaHEHHs NpPH [JIOTAaHUHU 76
HedekT cKanbmna rno cpeaHei TUHUH 14
Hu3kas Macca Tena Nnpu poxaeHUH 89
Cynoporu 47
'uneprenopusam 74
Kono6oMa pazyxku 31
AHTUMOHTONIOMIHBIN pa3pe3 rnas 74
IIpeaypuxkynsapHble CHHYChI, HJIH BBIPOCTHI 33
PaciuenvHa ry6sl u/nnu Heba 57

['unocrnagus UM KpUNTOPXU3M Y MaJbYUKOB, 64
TMIOIUIa3Usl MAaTKHU Y J€BoYeK

Kpio4ykoBaThiif HOC 64
Hu3ko nocaxeHHble, YPOLIUBbIE YIIH 69
ITopoku cepaua 55
Koconanocts 70
MHuKporHaTtus 55
«O06e3bAHbA» CKJIaaKa 70




CTpYKTYpPHble AHOMOAUM

S

>
'
.

CHHAPOM AOMKOU XPOMOCOMBI
(c.Mapruna-beaaa, AOMKOCTB
X-XpPOMOCOMEI B CETMEHTE q28)

[lontyasrmnonnas gacrora 1:2
000 - 1:5 000 Bcex

KABOPOKAECHHBIX. boApHBIX

|

A
-

MAABYUKOB B 2-3

pasa OOABIIIE, YEM ACBOYEK,

MaAbYUKHI OOACIOT TSHKEACE. N .



Cuaapom Maprtuna-beaaa

OAHA M3 HAaMOOAEE YaCTO BCTpedarommxcs (mocae Ooaesnnm AayHa) popM YMCTBEHHOM
OTCTAAOCTH.

ITo cBoeit mpmpoae 3a00AE€BAaHHE OTHOCHTCA K TIPYIIIIE MOHOTCHHBIX HACAECACTBEHHBIX
ooAesHert. Ho B pesyapTare reHHONM MYTAaIlMU 3HAYUTEABHO YAAUHAETCA COOTBETCTBYIOIIIHI
CerMEHT X-XpPOMOCOMBI. PaHee CUHTAAOCh, YTO 3a00AEBAHHE HACACAYyETCA IO X-
CIIEITACHHOMY perneccuBHOMY Tuiy. sKenmun-HocureApHUI B monyAsinu 1:500 u 6oasIre.
Brepsrre onmmcano B 1943 1. kak cHHAPOM YMCTBEHHOU OTCTAAOCTH.

MunnMaAbHBIE AMATHOCTUYECKIE HTPU3HAKM:

YMEPEHHAs HAW TAYOOKas YMCTBEHHAsf OTCTAAOCTb, OOABIINE OTTOIBIPEHHBIC VIITHBIC
PAKOBHHEL, BEICTYITAFOIITUNA AOO, MACCUBHBIH HOADOPOAOK, MAKPOOPXHU3M
XapaKTepeH MHTCAACKTYAABHBIN A€(DEKT:

B cpepe OOIIEHHA - OTCYICTBHE KOHTAKTA C OKPYKAFOIIHUMH, CBEPCTHHKAMH; CHHAPOM
ABHTQTEABHON PACTOPMOKEHHOCTH; XapaKTEPHBI HABA3YHUBBIC ABIDKCHHSA (CKpHII 3yOammy,
pacKadyMBaHUE M Ap.); PEYb - CIEPEOTHIIHBIC IIITAMIIBI, arPAMMATH3M, 3XOAAAUS,
HEOAOTH3MBI; aTPECCUBHOCTD B IIOBEACHHUN (’KEAAHUE ACAATHh BCE HA3AO, YAAPUTH, YKYCHUTH U
T.I1.); OTCYTCTBHE KEAAHUA ITOHPABUTHCA, AOOUTHCA IIOXBAABI, OAOOPEHHUS;

ayTHU3M, IICHXOAOTIYECKAS U3OAALINSA; OTCYTCTBIE KPUTHUKHU B IIOBEACHU.

Berpewarorcs oxmpenne, rHHEKOMACTHSA, THITOCIIAANSA, MATKAA PACTSKAMAA KOXKa, CAaDOCTD
CBA3OYHOTO AIIapaTa KOAGHHBIX M TOACHOCTOITHBIX CYCTABOB, IPOAAIC MHTPAABHOTO
KAAITAHA.



2. MOHOTreHHble 6oAEe3HMU

NMOAHNHAKOTCA MEHAEAEBCKOMY
HACAEAOBOHMIO, B MX OCHOBE AEXAT
SANHNYHbIE TEHHbIE MAKW TOYKOBbIE MYTALLMM

Nno TUny HACA€AOBAHUA.

QYTOCOMHbIE (AOMUHAHTHbIE U
PELLECCHBHbIE)

X-CLEMAEHHbIE (QYTOCOMHbIE U
AOMUHAHTHbIE)

Y-CLUENAEHHbIE

MUTOXOHAPUAAbHbIE
(uMTONAQ3IMATHMYECKME)




MoOHOreHHble 6oAe3HU

110 OPEUMYIIIECTBEHHOMY ITOPA’KEHUIO BUAA OOMeEHa:
OOAE3HU AMUHOKHUCAOTHOI'O OOMEHA;

OOAE3HU JTAEBOAHOI'O OOMCHA;

OOAE3HU AUIIUAHOIO;

OOAE3HHI OMOCHHTE3d KOPTHKOCTEPOUAOB;

OOAE3HU ITYPUHOBOTO U THPAMUATHOBOIO OOMCHA;
00AE3HH ITOPPUPHUHOBOTO U OMAHPYOMHOBOIO OOMEHA;
OOAE3HU 3PUTPOHA;

OOAE3HU METAAAOB;

OOAE3HU TPAHCIIOPTA CHUCTEM IIOYEK;

O0OAE3HH AUMQOIHUTOB M ACUKOITUTOB.



MyTauum B reHe CHUXeHue aKTUBHOCTU (pepMeHTa

pepMmeHT 2

..e.ué \
->-)(>,:> C

~~ CHUXeHue KonuyecTBa NMpOAYKTOB peakumu

YBenuueHue coaepxaHus NpousBoaHbLIX cybctpaTta
B 6uonoruyeckux KuaKocTaX UNU TKAHAX \




AUATHOCTUKA HOACAEACTBEHHbIX
bore3Heu oOMeHqa BelLleCcTB










- 3a00AeBaHne HAOATOAACTCA B KAXKAOM ITOKOACHUM, T.
€. IIPOCAEKHABAETCA B POAOCAOBHOU

(KpoMe CAy4YaeB HOBOU MyTanuu). MyTaHTHBIN T'EH,
CBA3AHHBIU C AYTOCOMOM, IIPOABASET CBOE ACUCTBHAE KK
B TOMO3HUIOTHOM, TaK ¥ I€TEPO3UTOTHOM COCTOAHUM.

- , ECAM DOACH
OAVH U3 POAHUTEAEH,

- 3BAOPOBBIC HHAUBHABI UMCIOT 3AOPOBBIX IIOTOMKOB.

- y OOABHOTO HMHAMBHAA OOAEH OAMH M3 POAUTEACH,
KPOME CAYYIAEB HOBOU MYyTAITHMN.

- 002 IIoAQ ITOPAKAFOTCA C OAMHAKOBOH YaCTOTOU



[TpouenT cayyaes
3aboneBaHne YacToTa B NONyASUHH B PE3VbTATe MVTal[UH

de novo
AXOHIOPOTUIA3U 5 1/100 000

FeHTUHTTOHA ©60J1€3HL 1/14 000

Mapdana cuHnpom 1710000

W
()

MuoTorunyeckast 1/10000
aucTpodhus

Heitpohpubpomatos 1 /4000
1-ro Tvna

HecosepuicHHBIN 1/5000
| OCTEOTrCHES

Occuduuupyroiumnin 1/1 500000
MUO3UT

Snepca— dauao 1/5000
CMHIPOM (BCE HOpMbL)

BN










IIpH Opake ABYX I€TEPO3HUTOTHBIX HOCHTEAEH OAHOTO H TOTO JKE
MYTaHTHOIO  PCEIIECCHUBHOTO TI€HA B CPEAHEM
dheHOTUITITIECK MOIYT OBITh 3AOPOBBI, HO

b/

- IIOAYYAT MYTAHTHBIN peHeCCHBHbeI red OT OOOHX
POAUTEACH U HACACACTBEHHBIM PELIECCUBHBIM
3200A€BaHIEM (TOMO3HUTOTHI);

- dpEeHOTUIINYECKH U T€HOTHUITHYIECKY;
- 00a OAA ITOPAKATOTCA OAMHAKOBO;

- B POAOCAOBHOH IIPH TAKOM HACACAOBAHHHU 3200AEBAHHE MOKET
IIPOCAEKUBATHCA , HOBTOPATHCA YEPE3 OAHO HAU
HECKOABKO ITOKOACHUM,

-y OOABHOIO POAHUTEAS POKAAIOTCA 3AOPOBBIC ACTH;

- B CAyY9a€ KPOBHO-POACTBEHHBIX OpPAaKOB MEKAY POAHTEAAMUI
IIPOOAHA2  HADAIOAAETCS  YBEAHMYEHHUs  YHCAA  OOABHBIX B
POAOCAOBHOU



HOBOPOXIAEHHbIX
AIpeHOTEHUTATBLH bIN 1 1

ANBEOMHU3M TJ1A30K0X-
HBII THpa3MHA30HETa- L/40 000 '/100
TUBHbIH




Hocurens- 3nopoB Hocurens- 3nopoB
HHULA HHL@A

AXa  XaY YX,
3noposa Hocurens- 3nopoR  Bonen
HHULA







- —

Koponesa _ Bl rewod
Buxropua £ ™ HKOHILMHA ~ HOCHTEND |
B AHINU e
£ ] @0 0O 0 QO 1
Buxropusi 3ayapa VIl ™ Neononsa  Bearpucea

Anwmcal Ppenepux
Buneam

Mpersa AnexcauapalHwsonait il Anuca  Buxtopua-| Ansdowco XIl Mopuc
Earenuna B Vicnarmm

Anexcen

8 Npyccwn B MNpycown 8 Poccum 8 Vichasim

Bonuaesmap fewpn Ansonco




X-cuenAeHHbIN
peLueCcCCUBHbIN

3200AEBAHUE HAOATOAQETCH y
II0 MATEPUHCKOU AWHUU;
5
y OOABHOTO OTIIA BCE €TI0 AOYEPH 3AOPOBHI U ABAAIOTCS

ITETEPO3UTOTHBIMU ~ HOCHUTEAAMU  HATOAOTHMYECKOIO
IreHa;

CCAHN KCHIIMMHA ABAACTCHA FCTGPOSI/IFOTHI)IM HOCHUTCACM
ITATOAOTHUYCCKOI'O Ic€Ha, TO IIOAOBHHA CC ChIHOBEH
6OAbeI, a BCC AO‘ICPI/I SAOPOBI)I, HPI/I‘E[CM IIOAOBHMHA
,A,O"ICPCfI - T GTCPOSI/IFOTBIC HOCHUTCAHN ITATOAOI'TYICCKOIO
I'CHa.



X-cuenAeHHbIN
peLueCcCCUBHbIN

HECAXAPHbIM AMADET

AEDUUMT TAKOKO30-6-00CHAT-
AETUAPOrEHA3bI

MbILLEYHAI AUCTPOCOUA AlOLLIEHO
reMmoamang A, B

MXTMO3

CUHAPOM AQPCKOra




P XaY x XaXa
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X-cuenAeHHbIN
AOMUHAHTHbIN

4

y OOABHOIO OTLLA BCE AOYEPU OOAbHbI, O
CbIHOBbS 3A0POBbI;

y OOABHOU MATEPU PABHO BEPOITHO
POXAEHNE DOABHOM AQYEPUM U DOABHOTO
CbIHQ;

Y 3AOPOBbIX POAUTEAEN BCE AETU ODYAYT
3A0POBbI;

, HEM

-

OOAbHbIX MY>XYMH



X-cuenAeHHbIN
AOMUHOHTHbIU

dpocdhartamnmaber

CUHAPOM PeTTC

CHMHAPOM KoOodoMHA-Aoypu
CUHAPOMI OABbLLO
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Y-cuenAeHHoe
HOCAAOBOHME

B Y-XpPOMOCOME HAXOAATCH TEHBL: ACTEPMHHHUPYIOIIHI
Pa3BUTHE CEMEHHHKOB, OTBEYAIOIINI 32 CIIEPMATOIECHE3
(dakrop 2300CIHEPMUN), KOHTPOAUPYIOIITHH
WHTEHCUBHOCTh pPOCTA TEAAd, KOHEYHOCTEX U 3yOOB,
OIPEAEAAFOIUN OBOAOCEHUE YIITHOU PAKOBUHEL.
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’
ITATOAOTHYECKUE MYTAITHH, 3aTPATUBAFOIIINC

dbopMupoBaHmE  CEMEHHHKOB HAH  CIIEPMATOIEHES,
HACAEAOBATHCA HE MOTYT, TAKIE MHAUBUABI CTEPUABHBI






MUTOXOHAPUAABHAOS
HOCAEACTBEHHOCTb
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© OOABHBIE OTHHBI HE TIEPEAAFOT OOAE3HI HU

AO‘ICPHM, HHX CbIHOBbAM




LLuTOoNnAQ3IMATHUYECKASA
HACAACTBEHHOCTD

aTpodusa 3pUTEABHOTO HEPBa /\ebepa;
MHUTOXOHAPHAABHAA MHOHIIE(PAAOIIATHS;
cuHApOM /\ef;

ooae3up Kepaca—Ceiipa

T.x. usmererus MumoxoHopUaibHoeo 2eHoMa npusooan? K Hapyuenuam
nupysanecuipozerastozo KoMniexKca, 0epexmam Gepmeninos 0vrxame o
yent, Oema-okucaenus u yukisa Kpebca, 6 raunuyeckon  xapmurie
MUMOXOHOPUANBHBIX — 3a6046aHull  6e0YUYUMY — ABAAIONICA — ANCEAIE

nopascerusn LIHC, opearos spernus, cepdya u moiuy.



