NA3meH4YuUsoCMb
HacsieOcmeeH
3abosiesaHuu y 4ersno

npuYyuHa



IJIAH JIEKIIUHU

I. XpoMocoMHBbIe 00J1e3HH. CHHAPOMAJIbHBIE
(popMBI XPOMOCOMHBIX 00 T€3HENM.




N3IMEHYUBOCTb
M3MEeHYNBOCTb — CMOCOOHOCTb XXUBbIX
OPraHM3MoB NMpuodpeTaTb HOBbIE NPU3HaKK
U cBoUcTBa. bnarogapsa namen
opraHu3mMbl MOryT npucnocabnuea
N3MEHSIOLLIMMCS YCIOBUAM cpefbl O
Pasnunyatot Be OCHOBHbIEe (POPMbI
U3MEHYNBOCTU. HacsiedcmeeHHasi U
HeHacJsieOcmeeHHasl.




Henacneocmeennasa,unu (henomunuueckas
UIU MOOUDUKAYUOHHAS, UBMEHYUBOCIIND —

USMEHEHUA NPDUSHAKO6 OPcAHRHUSM
O6yCﬂ06ﬂ€HHbl€ USMEHEHUEM cE€EHOM



e Hacneocmeennan, unu 2eHOomunuueckas
N3MEHYUBOCTh, — M3MCHCHUS
[IPU3HAKOB OpraHu3Ma, 00yCIOBICHHEIC
n3MeHeHrueM reHoruna. OHa, B CBQIO
ouepeb, IoApa3aesieTcs Ha
KOMOUHAMUGHYIO U MYMAUUOHHYIO.

o Komounamuenasa n3MeHUYNBOCTD
BO3HUKACT BCJICICTBHUE IEPEKOMOMHAIIM
HACJIEACTBEHHOTO MaTepuraia (r€HOB U
XPOMOCOM) BO BpeMs raMETOIr€He3a 1
IIOJIOBOTO PAa3MHOKCHHUS.

o Mymauuonnas N3MEHYUBOCTb BO3HUKAET
B PE3YJIBTATE U3MEHEHUS CTPYKTYPBI
HACJICJICTBEH-HOI'O Marepuralia.




MYTALUUOHHAA TrEHOTUITNHECKAA USMEHYUBOCTbD:
OBLIAA XAPAKTEPUCTUKA —

OCHOBY MYTAIIMOHHO TEHOTUITMYECKOW U3MEHYUBOCTH
COCTABJISIIOT MYTAIIHH, MPOUCXOJSAIIME na FTEHHOM
XPOMOCOMHOM u TEHOMHOM YPOBHSX:

1. MYTAIIUA — 570 UBMEHEHUE OPTAHU3ALIMUA (X
MOP®OJOI'MYECKON), KOIMYECTBA u/uaun UHTEHC
OYHKIUOHUPOBAHUA 'TEHETUYECKUX CTPYKTYP;

2. OCHOBHBIE CBOHCTBA MYTAIIHH (I'yro ne ®pus, 1901-1903 r.

*OHHU BOSHUKAIOT BHE3AITHO;

*OHHU NEPEJAIOTCSI u3 IOKOJIEHUS 8 IOKOJIEHUE (OCOB
i KJIETOK),

* OHU (TEHHBIE MYTAIIUN) HACJEAYIOTCS no JOMUHAHTH
nau PEHECCUBHOMY THUILY;

* OHU ne UMEIOT HAITPABJIEHHOCTU;

* MYTUPYET JIIOBOH JIOKYC, ne BbI3bIBASI BUIUMBIX,
BbI3bIBASI HESBHAUUTEJbHBIE uan CYILIECTBEHHBIE H3MEHEHUSA
IMPU3HAKOB (or IPOCTBIX — MOJUIENTUABI 10 CI0OKHBIX);

3. O/IHA u ma sice MYTAIIUA BOSHUKAET MHOI'OKPATHO,
1O ecTh MO:KeT IIOBTOPSATBHCA;




Mymauuu — 5T0 CTOMKHAEC BHE3AIIHO BO3HUKIIIHE
M3MEHEHHUS CTPYKTYPBhI HACJIEACTBEHHOIO Marepuaia Ha
PA3JIMYHBIX YPOBHAX €r0 OPraHA3alluH, IIPUBOISIINE K
M3MEHEHHUIO TEX WM MHBIX IPU3HAKOB OPraHU3Ma.

Tepmun «mymauus) 6eeden B HayKy Jle @
CO3/laHa MYTALIMOHHAS TEOPHs, OCHOBHBI
KOTOPOW HE YTPATUJIA CBOETO 3HAYCHHUS I10 CE€

Mymauuu BO3HUKAIOT BHE3AIIHO, CKAYKOOOpa3HO,
BCAKHX IIEPEXOIO0B.

Mymauuu HaCIEICTBEHHDI, T.€. CTOMKO IEPEAAOTCS U3
IIOKOJIEHUS B IIOKOJICHUE.

Mymauuu He 00pa3yIOT HEMPEPHIBHBIX PSJIOB, HE
TPYIIIAPYIOTCS BOKPYT CPENHErO THIIA (KaK IIPH
MOAW(PUKAIIMOHHON U3MEHUYHMBOCTH ), OHU SBJISIOTCS
Ka4€CTBEHHBIMU U3MEHECHUSMU.

Mymauuu HeHanpaBIeHHbBl — MYTHUPOBATh MOXKET JIH000M
JIOKYC, BBI3bIBasi U3MEHEHU S KaK HE3HAYUTEIIbHBIX, TaK U
YKU3HECHHO BAXKHBIX IIPHU3HAKOB B JIIOOOM HaNpaBJICHUH.

OI[HI/I M TC J)KC MyTallU MOTI'YT BOSHHUKATL ITOBTOPHO.

Mymauuu iHIABUYAJIbHBI, TO €CTh BOSHUKAIOT Y
OTIEJIBHBIX OCOOEH.




IIporecc BOZHUKHOBEHUS
MYy TalHii *
Ha3bIBAOT MYTAaI€HE30M
(paKTOpHBI Cpeibl, BHI3HIBAKO
ITOSIBJICHUE MYTAIINMH,

— MYTareHaMHMm.




Wymauuu - cmolkue Hac/ieQyeMbI€ USMEHECHUS] wmimmimiii

—— e
2EHemu4YeCcKo20 Mmamepuarsa. A TEE o ¢ T

T A N C G N

B 3aBUCHUMOCTH OT YPOBHS U3MEHEHUSA F€HOMA
BBIJIEJISAIOT:
* I'ennole Mmymauuu - pa3IniNRlE BUIbI
M3MEHEHUN BHYTPEHHEU CTPYKTYPh €JIbHBIX
T€HOB, BKJIFOYAIOIIHE:
*Toukogvle Mymayuu - 3aMEHA OJTHO
Hykineoruaa B nenu JAHK nHa apyron. Tou
MYTallH, IIPOUCXOISAIIME B IPEAEIAX OJHO
KOJIOHA, JIEIATCA Ha TPU TUIIA:
- Moauauiue mymayuu, KOTOpble KOJIUPYIOT
AMUHOKHCJIOTY;
- MUCCEHC-MYmauuu, KOTOPbIE KOAUPYIOT APY
AMHUHOKHCJIOTY;




e Uncepuuu - BCTaBKa OOJHOTO WX 00JICE
HTOIIOJHUTEIBHBIX HYKJICOTHIOB B MOJICKYTY
JIHK. NHCcepyu B KOTUPYIOMUXNQETMOHAX TE€HA
MOT'YT BBI3BIBaTh HAPYIIICHHUE CIIJIa
UJIA CMEIICHNUE PAaMKH CUMTHIBAHUS, U
JIH000M Cilydyae NPUBOAUT K 3HAYUTECIIbHb
IIOBPEXKICHUSM IIPOIYKTA I'eHA.

/leneyuu - yrpara OJHOTO WIN HECKOIbKU
HYKJIeoTHu 0B 13 MoJiekyibl JIHK. ITono06HO
MHCEPIMSIM, OHU IPUBOIAT K CABUTY PAMKHU
CUMTBIBAHUS.




INIIIVINSIIVITTDIIS VI ITTCIgs - pMAaALIvITNipiv brieoi

N3MEHEHWUIN CTPYKTYPbl XPOMOCOM :

desieuus - ytpaTta 4aCcTn XpOMOCOMHOIO
marepuana

A

CxemMaTHYecKoe H3o0pameHae JeeLiEiEl
A HOpMATHLHAA XPOMOCONA
B. gedeTHpOBAHIHAA XPOMOCONMA




CTCxemarmTdJFeckKose o0 passcesIsse
B FTOPNMIATEEEIASE X PPONOC ONIS
5. S IIiSssiizip OB EIEIAsSE XD ONMIO © ONMESS




UuHeepcus - ~sSMeHeHnd YyepenoBaHnAd reHoB B

g E
HAaCTE) EpPoOoiNVMIOCOMIET

o

= L FHOPDMIAINNSEIO ST X P OMNMIOCOIVI
5. FEEIECSPD TEFEPOEAFETFTOF X PPoOoONMIOCONT




usi - oOMeH y4yacTkam
MYHbIX XPOMOCOM

TpaHcaoLIp OBaHHAS
Xpomocoma 20 xpomocoma 20

A=

TpaHcIoILHIpoBaHHAaA
A xXpomocoma 4

B
Xpomocoma 4

CxemarH4eckoe ¥3o0paxeHie TPAHCIOKALIH XPOMOCOM
A. HOpMAITHLHBIE XPpOMOCOMBI
B. TpaHCIOLMP OBAHHLIEe XPOMOCOMBI



[ eHOMHbIe Mymauuu

o [enomuble mymayuu - uzme

XPOMOCOM, BKIHQUAIOUIUE:

* noaunaouduu - N3MCHEHU
XPOMOCOM, PABHOE TallJIOUTHOMY,

*aneynaouduu - N3MECHEHUE YHC
XpPOMOCOM, HE PAaBHOE TraIJIOUTHOMY.
Yaie Bcero y 4eiioBeka HaOII0Iar0TCs
TPUCOMMH (YBEIMUCHUE KOJIMYECTBA
XPOMOCOM Ha OJIHY) U MOHOCOMHUH
(OTCYTCTBHE OJHOM XPOMOCOMBI).




I eHHbIe Mymauuu

* ['eHHBIE MyTallMU — (HE BUAUMBIE B CBETOBOM MUKPOCKOIIE
u3MeHeHus cTpykrypsl JJHK). OTo 1r00b1e n3MEHEHUS
MOJIEKYJIApHOM CTpYKTYphI JIHK.

*  Hekoropele MyTallii HE OKa3bIBAIOT aKOTO BIIMSAHUA
Ha CTPYKTYPY ¥ (PYHKIIHIO COOTBETCTBYIOIIL

* Jlpyras (0oibliiasi) 4aCTh TEHHBIX MyTallMi
CHHTE3Yy Ae(PEeKTHOTO OelKa, He CIIOCOOHOIO BhII
CBOMCTBEHHYIO €My (DYHKITHIO.

* T'enHble MyTanuy 00yCIOBIMBAIOT PA3BUTHE
OOJIBIIIMHCTBA HACIIEACTBEHHBIX (POPM MMATOJIOTHH.
* HawnOosiee yacThiIMU MOHOT€HHBIMH 3a00J1€BaHUSIMU
SBJISIFOTCS . MYKOBUCUUOO3, 2eMOXPOMANO3, AOPEHO-
2CHUMANIbHbIY CUHOPOM, (DeHUTKemOoHYpuUsl,
Heupogdubpomamos, muonamuu /{rouenna-bexkkepa u pao
opyeux 3a001esaHui.

HUT K




WIOJICEKYJIAPHQA TNPUPOO0a Mymauuud MOxXerm
3aKIr09ambCS:

e |) B 3aMEHE OCHOBaHMS B KOJOHE, 3TO TaK
Ha3bIBaCMasi MUCCCHC-MyTalusL (OT aHIJI, mMiS -
JIOKHBIN, HEIIPABUJIbHBIN + JIAT. S
3aM€Ha HYKJICOTHIA B KOJIUPYIOIIEH
IIPUBOJIAIIASA K 3aMEHE AMUHOKHUCIIOTHI
IIOJIUIICTITUIE;




e 2) B U3MECHCHMHU KOJIOHOB, KOTOPOE
IPUBEHACT K OCTAHOBKE CUMLbIBAHUS
MH(OpMaIH, 3TO TaK HA3bIB
HOHCEHC MyTarus (OT JIaT. non -
SeNSsus - CMBICJT) — 3aME€Ha HYKJIEO
KOJAUPYIOIIEN YaCTH I'eHA, IPUBOIUT
00pa3oBaHUIO KOJOHA-TEPMHUHATOPA (C
KOAOHA) M NPEKPAICHUIO TPAHCIISALINN;




3) B HApyILICHUHU IPOLIECCAa CYNTHIBAHUS
MH(pOpPMAalLIH, :
Ha3pIBacMOM (ppeimindromM (0T anmI. frame
- paMmka + shift: - ciBur, mepeMdCHUE),
KOI'JIa MOJICKYJISIPHBIC U3MCHCHHUS
IPUBOJSIT K U3MECHEHMIO TPUILICTOB
[IpOLIECCe TPAHCISUMU MHOJIUMNCITHIH
ICTIN.




W3BeCTHBI U Apyrue TUIIBI TEHHBIX MYyTAallUH,

[To TrITy MOJIEKYJISAPHBIX U3MEHEHU M BBIJICIISIIOT:

IIPOUCXOIUT yTpaTa CErMEeHTa I
HYKJICOTHa JI0 1IeJIOr0 I'eHa;

*oynauxkauuu (om nam. duplicatio - yosoeru
YABOCHHE WA IIOBTOPHOE AyOJIMPOBAHUE CETMEHT
OJIHOTO HYKJICOTHA JI0 IEJIbIX T'€HOB;

*uneepcuu (om nam. inversio - nepesepmvl8aHUe))
rmoBopoT Ha 180° cermenTa /JJIHK pasmepamu oT AByx
HYKIIEOTHJIOB J10 (hparMeHTa, BKIHOYAIOIIETO0 HECKOJIBKO
I'CHOB;

*uncepuuu (om nam. insertio - npukpenjienue), T.e.
BcTaBka (pparmeHnToB /JIHK pazmepoM oT 04HOr0 HYKJIE€OT
IO IIEJIOTO T'eHa.




Moaekynapusie usmMeHeHus, 3ampazusarouiue om 00H020 00
HECKONbKUX HYK/1eOMUO08, PACCMAMPUBAIOM KAK MOYEUHYIO
MYmMauuio.

OTIMYUTENBHBIM JJ11 TEHHOW MyTalluU SIBJISIETCS TO, YTO OHA:

(dbopMarnuu,
2) MOXET IepeaaBaThCs OT IMTOKOJCHHUS K ITOKO

) mpuBOANUT K N3MEHEHUIO T€HETUYECKOM

HexkoTtopast 4acTh reHHbIX MyTalllil MOXKET ObITh OTHE
HEUTPAJIBHBIM MYTalUAM, T.K.OHU HE TIPUBOIAT K KAKAM-
u3MeHeHusIM (peHotumna.(Hampumep, 3a cHET BBIPOKIECHHO
TEHETUYECKOTO KO OJIHY U Ty )K€ aMUHOKUCIIOTY MOTYT
KOAUPOBATh JBA TPUILIETA, PA3ITUYAOIIUXCS TOJIBKO MO OJHOM
OCHOBAHHIO).

C Apyrou CTOPOHBI, OJIUH U TOT K€ T€H MOKET U3MEHSIThCS
(MyTHPOBaTh) B HECKOJIBKO PA3IMYAIOIINXCS COCTOSHHUM.



bone3Hn — cnegcTBue reHHbIX
MyTauuny




CeprnogudHO-KJIeMo4YHasi aHeMusi

OaHuM 13 TPUMEPOB TOYKOBBIX MYTaIlU CIIYKUT CEPHOGUOHOKICHIOUHAA AHeMUs

- 3200JICBaHKE, BBI3BIBAEMOE Y YEJIOBEKA 3aMEHON HYKJICOTH/Ia B OJTHOM U3 FE€HOB,
OTBETCTBEHHBIX 32 CUHTE3 reMorinoonHa. Mosekysna IbIXaTeIbHOrO MATMEHTA
reéMONIO0MHA Y B3POCIIOrO YEIOBEKA KOAMPYIOT T€HBINIOJ KOHTPOJIEM KOTOPBIX
CHHTE3UPYIOTCS YEThIpE noaunenmuodnsvie yenu u3 146 Wyunoxuciom (AByX +
JBYX LIEIEH ), K KOTOPBIM MPUCOEIUHEHBI YETHIPE TPYTIIHI I'€ OT CTPYKTYpBI 3TUX
MOJIUIICHTUIHBIX [IETIEH 3aBUCHUT CIIOCOOHOCTh MOJIEKYJIBI F€MO a TIEPEHOCUTH
KUCJIOpOJ. B pesynprare MyTaiyuu 3TUX T€HOB IIPOUCXOIUT U3MEH OCTaBa
aMUHOKHCJIOT, @ 3TO MPUBOJUT K CHHTE3y aHOMAJIBHOIO IreMOTrio0 BMECTO
HopMaiibHOTOHDA 1 HbB . B anHomansHOM § TeMOITIOOMHE 6 00HOI
YMAMUHO6AA KUCI0MA 3ameuiena éanunom. B pe3ynsrare Takoro
HE3HAYUTEIBHOIO U3MeHeHUs HOPMATbHbIU 2eMO2I00UN npespauiaenmcs &
2eM0o2100UH S, KOmopblll KPUCTAIIIA3YETCA MIPU HU3KUX KOHIICHTPALUAX K
a 3TO MPUBOAUT K TOMY, YTO B BEHO3HOU KPOBHU

. Pa3BuBaercs oCTpad aHCMHA, CHHIKACTCSA KOJIMYICCTBO
KHUCJI0pOaa, IICPCHOCHUMOI'O KPOBbIO, MOKCT HAPYIIACTCA ACATCIBbHOCTD CCPA
IMOYCK U paHHAA CMCPTHOCTD J'IIOI[GIL/'I, I'OMO3HUI'OTHBIX 110 MYTAHTHOMY aJUJICJIIO.



CeprioeuUOHOKI/1IemoYyHasi
aHeMmusi
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B reTepo3uroTHoM COCTOSIHUHY 3TOT aJlJIEb BHI3bIBACT
3HAYUTEIBHO MEHBIITNUM 3P(EKT: S3pPUTPOLUATHI BHITTISAAT
HOpPMaJbHBIMH, & aHOMAaJIbHBIM T€MOITIOOUH COCTABIISICT
TOJBKO OKOJIO 40%. Y rerepo3uroT pasBUBacTCs aHEMUS
JIMIIB B CJIA00M (hopMe, HO B TEX 00JIACTNIJIC IITUPOKO
pacIpocTpaHeHa Majspus, 0COOCHHO B Ad 1 A3uu,
HOCHUTEJIM aJJIEIIsl CEPIOBUIHOKIECTOYHOCTH
HEBOCIIPUMMYHMBEI K 3TOW O0JE3HU. DTO OOBSICH
YTO €€ BO30YAUTEIb ~-MAISIPUHAHBIN IJIA3MOAUM - H
XKUTh B SPUTPOLIUTAX, COACPKAINIX aHOMAIbHBIN
TE€MOIJI00HH.




PeHusIKemoHypus U asibuHuU3Mm

DEeHNIKETOHYPHUS U aJTbOMHNU3M -00JI€3HH, CBI3aHHBIE C HapyIICHUEM
aMUHOKHCJIOTHOIO OOMEHA.

B HOpME amunokucioma penunanranun ) C TOMOIIBIO (hDepMEHTa
IIPEBPALIACTCS R@AMHUHOKHUCIIOTY
, KOTOpas B CBOKO OUEPEAb MO ICUCTBUE
TUPO3UHA3BI MOKET IMIPEBPAILATHCS

[Ipu HapyIIeHnH aKTUBHOCTH 3TUX (PEPMEHTOB pPa3BUBA
HacCJICJCTBEHHbBIC 3a00JICBaHNUS YeI0BEeKa (PCHUIKETOHYPH
aJIbOMHU3M.

(OKY) BcTpeyaeTcst B pa3IMYHbIX MOITYJI
mrozen ¢ gacrorou 1:6000-1:10 000, B benapycu - 1:6000. Ona
HACJIEAYETCS MO ayTOCOMHO-PEIIECCUBHOMY THITY;

MyTaHTHBIN I'€H, KOTOPbIA OTBE
CHHTE3 (pepMeHTa (PeHUIATTAHUHTHIPOKCHUIIA3hI, KAPTUPOBAH
(12922-q24), uaeHTH(UIIMPOBaH U CEKBEHUPOBAH (OmIpe/eiicHa
IIOCJIEI0BATEILHOCTh HYKJICOTUIOB).



NMpu4irHbI AABOUMHU3IMA

2. B HaQCTOsLLLIEE BPEMMS
CHYUTAETCSH, 4TO MPUYMHOM
AABOUMHM3AA ABAAETCH
oTCcyTCTBME (MAKM DAOKOAAQ)
doepMEHTA TURO3MHA3bI,
HEODXOAMNMOM AASA
HOPMOABHOTIO CHUHTE3Q
MEAQHUHAO — OCODOoro
BELLLECTBA, OT KOTOPOro
3ABMNCUT OKPACKA TKAHEN
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Amunokucanoma  enunananun  npunaoaedcum K - UUCTAY
He3ameHumovlx amunokucaom. Tonbko yacTh DA HCIIONB3YETCS IS
CHHTE3a OCJIKOB; OCHOBHO€ KOJHMYECTBO JATOM aMHMHOKHCIOTHI
OKHCJSETCS 10 TUpo3uHa. Eciu hepMeHT (peHMIaTaHUHTHAPOKCHIIa3a
HE akTuBEH, T0 DA HE MpeBpalIACTCA B TUPOJUH, & HAKAIIJIMBAETCS B
CBIBOPOTKE KpOBHM B  OOJBIIMX  KOII B BHUJIE
(enuanupoBruHorpagno kuciotel (PIIBK), kot BBIJICIISIETCA C
MOYOM , BCIEJACTBUE YETO OT OOJBHBIX HCXOIUT ''Mb ' 3amnax.
Beicokas  koHnenrtpamus QPIIBK  npuBogutr K
(DOpMHUPOBaHHS MUCIUHOBOM 0O00OJ0YKH BOKPYT aKCOHOB
C (DEHUJIKETOHYpPHUEH POXKIAIOTCS 3J0POBBIMH, HO B IIEPBHIE
KU3HU Y HUX PA3BUBAIOTCS KIMHUYECKHE MPOSIBICHUS 320
@DIIBK sagnaemcsa HeUpo-mponHviM A00M, B PE3yIbTar
MOBBIIIAKOTCA  BO30YAUMOCTh, TOHYC  MBIIII,  pPa3BHU
rureppeduekcusi,  TpemMop,  CYAOPOXKHBIE  AHUIEONTUDO
npunaaku. [lozxe npucoenuHAIOTCA HAPYUICHUSA BBICIIEU HE
NESITeIbHOCTH, YMCTBEHHAasl OTCTaJ0CTh, MUKpouedanus. Y 00
HaOJrogaeTcsa cjabas IUIMEHTalus HW3-3a HapylIeHHUS CH
MeJIaHWMHA U OTMEYaEeTCs aIbOMHU3M.




' eHOMHbIe U XpOMOCOMHbIe Mymauyuu

[ enomnble u XpoMOCoMHbIe MYMAUUU ABNAOMCA NPUYUHAMU
BO3HUKHOBEHUS XPOMOCOMHBIX DONIe3HEU .

K cenomnubim mymayusam OTHOCATCS aneyniouduu i NI3SMCHEHUE
IJIOUAHOCTHU CTPYKTYPHO HEU3MEHEHHBIX XPOYOCOM.

BBISABIISIFOTCA IMTONeTHETUYECKUMHU METOAAMU ; OTUIIAPOBAHMUS,
IIOJIOBOTO XPOMATHUHA.
Aneyniouous — n3MeHEeHUE (YMEHBIIICHUE — M
YBEINYCHUE — TPHUCOMHMS) YMCIIa XPOMOCOM B TUILION
HEKPATHOE TralIOUIHOMY
Hoaunnouous — yBeJIM4YEHHUE YUCIIa HAOOPOB XPOMOC
KpaTtHoe rariongaomy (3n, 4n, Sn u T.71.).
Y uenoeeka nonunioudusn, a makyice 00NbUUHCHIGO AHEYNL
AGNAIOMCA ICMATbHOLMU MY AUUAMU




K naubonee uacmvim 2eHOMHBIM MYMAUUAM OMHOCAMCA.
MpUCOMUsA — HAIAYHUE TPEX TOMOJIOTHYHBIX XPOMOCOM B
KaproTune (HanpuMep, no 21-i nmape, npyu CHHIAPOME
Jlayna, 1o 18-ii mape npu cuaapome Sgsapica, 1o 13-i
rape npu cugapome Ilaray; no moJjioBsl OMOCOMAaM:
XXX, XXY, XYY);
MOHOCOMUSA - HATTUYUE TOJILKO OJTHOU U3 ABYX
TOMOJIOTUYHBIX XpoMocoM. 1Ipu morOCOMUM 11O
ayTOCOM HOPMaJIbHOE Pa3BUTHE SMOPHOHA HEBO3M
EJMHCTBEHHAs MOHOCOMHUS Y YEJIOBEKA, COBMECTUM
XKU3HBIO, - MOHOCOMUSA T10 X-XPOMOCOME - IPUBOIUAT
cunapomy lllepemeBckoro-Tepuepa (45, XO0).




XPOMOCOMHBIE b 3HN.



XPOMOCOMHBIE BOJIE3HHU

I'PYIIIIbI

YACTOTA XPOMOCOMHBIX
AHOMAJIUU

Pannmne JAONMMINVIAHTAIIMOHHBIC

0Kk0J10 50%

norepu
CrioHTaHHBIE€ BHIKMABIIIHA B cpen ok0.10 30%
MuaieH4ecKas ¥ 1eTcKas =
CMEPTHOCTH
Bpo:kaeHHbie NOPOKH Pa3BUTHS 4-8%
Bpo:kaeHHbIe IOPOKH CEepALa 13%
YMCTBEHHAasl OTCTAJOCTDh CPeHen 15-20%
U TAKeJON CTeneHu
Myxckoe Oecmiioame 2%
(mo 15% B rpynme ¢ azoocnep
IIpuBbIYHOE HEBHIHAIIIUBAHHUE 2-5%

0epeMeHHOCTH




KJIACCUDPUKALIUA XPOMOCOMHBIX
BOJIE3HEU

e JTHOJIOTUSA —

XapaKkmepucmuka muna myma

e TMm KJI€TOK, B KOTOPbIX BO3HM
MYTAaIlAA —

v camemuuyecKue

v comamuuecKue

e lloxoseHne, B KOTOPOM BO3HHMKJIA MYTA

& YHAC/1€008AHHbIE
& chopaoduueckue cayuyau (de novo)



POM JIAYHA (TPUCC

noHHas yactora - 1:600-700 HoBopoOXK,

YJASIpHAsA TPUCOMMUSI

46,der (D;21)(¢

46,der (G;21)(q10;




OCHOBHbBIE ®PEHOTUIITNYECKHUE
IMPOABJIEHUA

KarapakTa, MUOIIUS), OTKPBITHIN POT, aHOMA
3y00B, KOPOTKHU HOC U IJIOCKAs MEePEHOCUIIA,
U30BITOK KOKM HA 1Iee, KOPOTKHUE KOHEYHOCTH,

HIMPOKUN MPOMEKYTOK MEKIY EPBHIM U BTOPHIM
NAaJbLIAMM CTOII.

I11oOpOKM BHYTPCHHUX OPraHOB: YaCTO OTMEYAKOTCSH
BIIC (medeKThl MexiKeJTyT0UYKOBOU U
MEKIIPEACEePAHON MEPEropoaoK, OTKPbITHIN
ApTEePUAJIBbHBINA MPOTOK) U KEJIYI0YHO-KHUIIECYHOI'0
TPaKTa boJbLIIUHCTBO 00JBHBIX HMEECT YMEPCHHYIO
WJIU TSHKEJIYIO CTeIIEHb YMCTBEHHON OTCTAJOCTH
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OCHOBHBIE
OEHOTHUIIMYECKHUE
INPOABJIEHUA

Huskasi Mmacca Tejia y HOBOPOKICHHbIX.
Joauxouedaaus, runepreI0pusm,
HU3KO IMOCAKCHHbIE YU

AHOMAJILHOW (POPMBbI, MUKPOTHATUS, MUKPOCTOM
CKOIICHHBIN Moadopoaok. UMerTcsa aHoMAJIUU pa3
KOHEYHOCTEeN, OTCYTCTBUEC TUCTAJIBHOU CKJIAAKHA HA M
TUIIOILJIA3 U HOI'TEM.

IHopoKY BHYTPEHHUX OPraHOB: KOMOMHUPOBAHHBbIE MOP
CePACYHO-COCYIUCTON CUCTEMbI, He3aBCPIICHHBIN IIOBOPO
KHIICYHUKA, IOPOKU PA3BUTHS MOYEK, KPUIITOPXU3M.
OTMeuarTces 3aep:KKU ICUXOMOTOPHOIO0 PAa3BUTHS, UTHOT
UMOEIMJIbHOCTb.







OCHOBHBIE
OEHOTHUIIMYECKHUE
INPOABJIEHUA N

Mukpouedaiaus, pacuieIMHbI .
BepXHeH ryObl U He0a, HU3KO
MOCAKeHHbIE 1e(pOpMUPOBAHHBIEC
YVIIHbIC PAKOBUHbI, MUKPOTCHUS,
TUIIOTEJIOPU3M, TUCILIA3USA
CeTYATKM, MOJIUIAKTUIIUS,
NonepeYHas JaJ0HHAA CKJIAAKA.

MHoOKeCTBEeHHbIE IOPOKH BHYTPEHHUX OPraHOB
(BIIC — nedeKThI NEeperopoaok U KPymHbIX COCYA0
He3aBePUICHHbIN MOBOPOT KULICYHUKA,
MOJUKHUCTO3 MOYEK, YIBOCHHUE MOUYETOUYHUKA).
Inyookass uauorus. IIpogoKuTEJIbHOCTD KU3HU
COCTABJIfAET, KAK MPaBUJI0, 2-3 MeCSLIa U PEAKO T0X0/
O/THOTO rojaa.
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CUHJIPOM HIEPENIEBCKOIO-TEPHEPA
(MOHOCOMUS X)

nonyjasuuoHHas yacrora - 1:3000-5000 HoBOpOXKAEHHBIX

KHe NPU3HAKHU:
OBH/IHBIE
KOPOTKAas

Qg
Gy sene
3

HAHU3M, K
CKJIAJIKH HA
. lmesi, 004K000P
Y  rpyaHas KJIeTKa,
" 3peHHsl H CJyXxa, 0
BTOPHYHbIX

T «4 i3 IPH3HAKOB. Iep
' aMeHopesi, 0ecILIoaue.
YacTo - mopoku cepa
45,X0 nouek. HHTE/NICKTYAJ
pa3BUTHE 00LIYHO HAXO/
B npeaeaax HOpMbL

Gt ?
R ]
-
S
el
3 23
Rd S



Cunoopom
Hlepeweesckozo-

Tepuepa
pPHED | f;’




CUHJIPOM KJAHH®EJBTEPA
(ITOJIUCOMUA X Y MYKUYHNH)

nonyjasiuuoHHada yacrora - 1:1000 HoBopoxIeHHBIX

MAaJIBbYUK0OB

47,XXY
48, XXYY, 48, XXXY, 49, XXXXY

¢ IPU3HAKM:
Bebicokui p
TEJOCI0KEHHE
TUNY, THHEKOMA
I'mnmoronaausm,
TMIOrMHETAJIU3M,
OTCYTCTBHE BTOPUYHDb
IMOJIOBBIX NPU3HAKOB,
Oecruioame.
NHTe/NIeKTYaJIbHOE
pa3sBUTHE O0OLIYHO HAXO/
B Ipeaeax HOPpMbL




48,XXYY,
47,XXY

48,XXXY,
49,XXXXY

CUHIPOM KJIAWUH®EJBTEP



CUHJIPOM KJAHH®EJBTEPA
(ITOJIUCOMUA X Y MYKUYHNH)

nonyjasiuuoHHada yacrora - 1:1000 HoBopoxIeHHBIX

MAaJIBbYUK0OB

47,XXY
48, XXYY, 48, XXXY, 49, XXXXY

¢ IPU3HAKM:
Bebicokui p
TEJOCI0KEHHE
TUNY, THHEKOMA
I'mnmoronaausm,
TMIOrMHETAJIU3M,
OTCYTCTBHE BTOPUYHDb
IMOJIOBBIX NPU3HAKOB,
Oecruioame.
NHTe/NIeKTYaJIbHOE
pa3sBUTHE O0OLIYHO HAXO/
B Ipeaeax HOPpMbL




Cunapom aucomuu no Y-xpomocome (47,XYY)

nonyjasiuuoHHada yacrora - 1:1000 HoBopoxIeHHBIX
MAJLYUKOB

CuHapoM TpPHMCOMMH IO
xpomocome (47,XXX)

nonyjassuuoHHasa yacrora - 1:1000 HoBopoxIAeHHBI
A€BOYEK



AUCOMMH MO
Y-
XPOMOCOMeE
47,XYY




«KOIMAYBEI'O KPUKA)>
ro mjieda XxpoMocomsnl S (5p-)

uonHaa yacrora - 1:20000 —1:50000 noBopo

~N

bl
M A8 B
16 17 18
) THERL
N 21 A

Kpurnueckum pau



XQOMOCOMHble




OCHOBHBIE
OEHOTHUIIMYECKHUE
INPOABJIEHUA

HeoObIYHbIM KPUK WJIM IJ1AY,
HANIOMUHAKIINNA MAYKAHbE
KOIIKN, MUKpoLe(paus,
AHTUMOHIOJIOMIHBIN pa3pe3 a3,
JIYHOOOpa3Hoe JIUILIO,
TUIIEPTEJI0OPU3M, HIUPOKAs
NMEPEHOCHUIIA, HU3KO MOCAKECHHbIE
nepopMUpOBaAHHBbIC YIIIHbIEC
pakoBuHbI. Ha jagonsax umeercs
MonepeYHasi CKJIAAKA, TAKKE
XapaKTePHbI KJIUHOAAKTUIUS
WU CHHAAKTWINA. YMCTBCHHAHA
OTCTAJIOCTH CUJILHOU CTECICHHU.




BOJIb®A-XUPIIXOPE
) IJIe4Ya XpoMocombl 4 (4p-)
yHHaa yacrora - 1:20000 —1:50000 HoBOF

Kpurnyeckuun pa



OCHOBHBIE
OEHOTUIINYECKUE
IMPOABJIEHUA

3ajiep:KKa npe- ¥ NOCTHATAJIBLHOIO POCTS
HU3Kasl Macca TeJia [PU POXKICHUMN.
XapakTepHbIe

YepThl JHUIA U Yepena: BLICOKUM J100

KJIIOBOBH/IHBIN HOC, TUIIEPTEJIOPU3M,
BBICTYIIAIOIIHE V1232, KOPOTKUMN (PUILTP,
MHUKPOTHATHSA, MAJICHBKUH POT C
ONMYIIEHHBIMM YIOJKAMHU PTa, KPYIHbIEC
OTTOIBIPEHHbIC Y. PaciieiMHbI ryObl U
HeOa. Ilopoku cepaedHoO-COCYyIMCTOH
CUCTEMbI. 3a/IePKKA ICUXOMOTOPHOI0
Pa3BUTHSL.



CUHOPOMDbI del 22q911.2
yacTtota 1:4000

Cunapom JIu Jxopaxu | CATCH 22
BeJjo-kapauo-
(bacuuaJabHBIN CUHIPOM
Cunapom
KOHOTPYHKAJIbHbIX

H JIMLEBBLIX aHOMAJIUU

s O 177,

11 14
1" A 1T |
2

I

11 11.21

19.22
11.23

13.1 131

13.2 13.2
13.31

13.3 13.32
13.33




OCHOBHBIE ®EHOTHUITMYECKHUE
INPOABJIEHUA

OrcraBanue B (pU3HUYECKOM PA3BUT!
nmokasarejieii Maccbl M pocra

yacThlie MmonepxuBaHus (Bejao-papuHreaibH
HEI0CTATOYHOCTH), HOCOBOM T0JI0C M HAKOILIE
B HOCOBBIX X01aX BBHJY HX Y30CTH

Hamnyue BIIC (KOHOTPYHKAJBLHOI0): TPAHCIO3MIL
MAIrUCTPAJbHBIX apTepuil, 00Mil apTepUuaJIbHbIN
arpe3us JIErOYHOU aprepuu, Terpaga dajijio, ABOMHO
OTXO0KJIE€HUE COCYI0B OT INPABOIO KEJYI0UYKA

Yacro Oosieroumiuii ped0eHOK, HAJTUYHE XPOHUYECKON HH(
Cyroporu B aHamHe3se

3agepxka IIMP, nepuuut BHUMaHUA

Hapyienusi ciyxa, acCHMeTpHUs JIHIA

CHHU’KCHHCE

CJIAEMOI0



= Boabda-XupurxopHa
" KKOIIAYbEro KPUKa
= Buabsimca

= [Ipanepa-Buiian

= JHKeJIbMEHA

= CmuT-Marenuc

= Muiiepa-/lukepa

= KajisimMmaHHa

= del 1p36

4p16.3
S5p15.1-p15.3




