NA3meH4YUusoCcmMb
HacJsieOcmeeH
3abosiesaHul y 4esno

npu4YuHa



IUIAH JEKIIAHA

. XpomocomHbIe 0osie3HU. CUHAPOMAJIBbHbIEC
(popMBbI XPOMOCOMHBIX 00JIe3HEH.




N3IMEHYUBOCTb
U3MEeH4YNBOCTb — CMOCODOHOCTb XXUBbIX
OpraHnU3mMoB NpuodpeTaTb HOBbIE MPU3HAKU
N cCBOMUCTBa. bnarogapa nameH4YMROCTH,
OpraHm3mbl MOryT rnpucnocabnuea
N3MEHSIOLLIMMCS YCrnoBuaM cpebl 00
Pasnu4yaloT Be OCHOBHbIe hopMbl
U3MEeHYUBOCTWU: HacsiedcmeeHHas u
HeHacsiedcmeeHHasl.




Henacneocmeennasa,unu henomunuueckan
UIU MOOUDUKAYUOHHAS, USMEHYUBOCTIL —
U3MEHEHUs. NPU3HAKO8 OP2AHUIM

06)/CJZOBJZ€HHbl€ USMEHEeHUEM ceHom



e Hacneocmeennasn, uiu ceHomunuueckan
N3MEHYUBOCTh, — M3MCHCHUS
[IPU3HAKOB OpTraHu3Ma, 00YyCIOBICHHBIC
n3MeHeHueM reioruma. OHa, B CBQIO
ouepeap, oaApa3aciIsieTCs Ha
KOMOUHAMUBHYIO U MYMAUUOHHYIO.

® Komounamuenasa N3MEHYNBOCTD
BO3HUKAET BCJICACTBHE IIEPEKOMOHAIIN
HACJIEACTBEHHOTO MaTepHajia (reHOB U
XPOMOCOM) BO BpEMsI TaMETOI€HE3a U
IIOJIOBOTO Pa3MHOKCHHUSI.

® Mymauuonnas N3MEHYUBOCTH BO3HUKAET
B PE3YJIbTaTE U3MEHEHUS CTPYKTYPHhI
HACJIEICTBEH-HOI'O MaTepuaia.




MYTALUUOHHAA TEHOTUTTNYECKAA USMEHYUNBOCTD:
OBLUIAA XAPAKTEPUCTUKA —

OCHOBY MYTAIIMOHHOM TEHOTUITUYECKOM U3BMEHUYUBOCTHU
COCTABJIAIOT MYTALNHH, TPOUCXOIAIINUE va I'EHHOM,
XPOMOCOMHOM u I'EHOMHOM YPOBHAX;

1. MYTAIUA — 570 ABSMEHEHUE OPI'AHU3AIIUM (X
MOP®OJIOI'NMYECKON), KOJIMYECTBA n/unu UHTEHC
OYHKIIMOHUPOBAHUA T'IEHETHYECKUX CTPYKTYP;

2. OCHOBHBIE CBOHCTBA MYTALIUH (T'yro ne ®pu3, 1901-1903 r.

*OHU BO3SHUKAIOT BHE3AIIHO;

*OHU NEPEJAIOTCS u3 IOKOJEHUS 8 HIOKOJIEHUE (OCOB
i KJIETOK),

* OHU (TEHHBIE MYTAIIUN) HACJIEAYIOTCS no JOMUHAHTH
niu PEHECCUBHOMY THUITY;

* OHU ne UMEIOT HAIIPABJJEHHOCTH,;

* MYTUPYET JIIOBOU JIOKYC, ne BHI3BIBASI BUJIUMBIX,
BbI3bIBASI HE3HAUYUNTEJILHBIE nin CYIIECTBEHHBIE U3MEHEHUS
IMPU3HAKOB (ot IPOCTbBIX — MOJUIENTUABI no CJIOKHBIX);

3. OAHA u ma sice MYTAIIHA BOSBHUKAET MHOT'OKPATHO,
1O ecTh MoskeT IIOBTOPATHCSI,




Mymauuu — >T0 CTONMKHUE BHE3AITHO BO3HUKIIINE
M3MEHEHUS CTPYKTYPhI HACIIEACTBEHHOIO MaTepuana Ha
PA3JIAYHBIX YPOBHAX €r0 OpraHu3aliiu, NPUBOIAIINE K
W3MEHEHUIO TEX WJIU MHBIX IIPU3HAKOB OpPraHU3Ma.

Tepmun «mymauus) 66edeH B HayKy Jle 30M. VIm xe
CO3/IaHa MYTAIMOHHASI T€OPHUHA, OCHOBHBIC
KOTOPOUW HE YTPATUIIUM CBOETO 3HAUYECHUS I10 CE

Mymauuu BO3HMKAIOT BHE3aITHO, CKAYKOOOPa3HO,
BCSIKHX IIEPEX0/I0B.

Mymauuu HacleACTBEHHBI, T.€. CTOUKO MEPEIAIOTCS U3
IOKOJICHUS B ITOKOJIEHUE.

Mymauuu He 00pa3yioT HEMPEPHIBHBIX PSIAOB, HE
TPYIIIMPYIOTCS BOKPYT CPEAHETO TUIIA (KaK IPpU
MOAU(PUKATUOHHON U3MEHUYMBOCTH ), OHM SIBJISIFOTCS
KaQ4ECTBCHHBIMU M3MEHCHUSMU.

Mymauuu HeHanpaBJICHHB — MYTHPOBATh MOXKET JIFOOOM
JIOKYC, BbI3bIBAasl U3MECHECHUS KaK HE3HAUYUTEIbHbBIX, TAK U
KU3HEHHO BaXKHBIX ITPU3HAKOB B JIIOOOM HAIIpABJICHUM.

OI[HI/I H TC K€ MyTallUH MOI'YT BO3HHUKATb ITIOBTOPHO.

Mymauuu iH1BUYAJIbHBI, TO €CThb BOSHUKAIOT Y
OTAEJILHBIX OCOOEN.




IIporiecc BOSHUKHOBEHMUS
MY TaIHi ‘
Ha3bIBAIOT MYTareHe30M}
(paKTOPHI Cpeabl, BHI3BIBAKO
[IOABJICHUE MY TAllUU, —

MYTAr¢eHaAMM.




Wymauuu - cmolkue Hac/ie0yeMble USMEHEHUS] mmmmmiemii—m—

-
cCHemMu4YecKoec0 Mamepualia. A TRl e ¢ 1
® B 3aBHUCHUMOCTH OT YPOBHA U3MEHEHUS T€HOMA

BbIJICIISIOT:

* I'ennvle mymauuu - pa3iand
U3MEHEHUU BHYTPEHHEU CTPYKTYPh CJIbHBIX
T€HOB, BKJIFOYAIOIIKE:

~Toukoevle mymauuu - 3aM€Ha OJHO

Hykiaeoruaa B uenu JIHK Ha gpyron. Tou
MYTAalWH, IIPOUCXOIAIIME B IIPeAeiax OJHO
KOJIOHA, AEJIATCS HA TPU THUIIA.

- Moauauiue mymayuu, KOTOpble KOAUPYIOT
K€ AMUHOKHUCIIOTY,;

- MUCCEHC-Mymayul, KOTOPbIE KOIAUPYIOT
OPYTYIO AMHUHOKHUCIIOTY;



http://pedklin.ru/VPR/gloss/mutac1.htm

® Uncepuuu - BCTaBKa OJJHOTO WiIH Oosee

JOIOJIHUTEIBHBIX HYKIICOTUIO8 B MOJICKYJIY
JIHK. MHcepuinn B KOAUPYIOMUXNQETHOHAX I'€HA
MOTYT BBI3bIBATh HAPYIICHUE CILIAN
WJIM CMEICHUE PAMKM CUUTBHIBAHUS, Y
JII000M cllydyae OPUBOAUT K 3HAUUTECIIbHb
ITOBPEKACHUSAM MPOIyKTa TCHA.

Jeneyuu - yrpara 0OJHOIO WM HECKOJIbKHU
HYKJIeoTH 0B 13 Mosekyabl JIHK. [TogooHO
MHCEPIHUAM, OHH IIPUBOJISAT K CABUATY PAMKH
CUHUTHIBAHUS.




APDOMOCOMHbLIe Mymayuu - pa3nu4Hble BUAbI
U3MEHEHUU CTPYKTYPbl XPOMOCOM :

desieyus - ytpaTta 4acTu XpOMOCOMHOrO
MaTepuana

A

CxemMaTHYecKoe H3o0pameHIe JeeLiEiEl
A HOpMATHLHAA XPOMOCONA
B. gedeTHpOBAHIHAA XPOMOCONMA




CTCxemarmTdJFeckKose o0 pa e Isse
B FTOPDPNMIATEEEASE X PPONMNOCONIS
BE. S IiSssiizEip OB EIEIAsE XN D ONIO C OIS




A - UBMEHEHUA YepeanoBaHUA NreHOB B

g E
HHEEeepTHpYCeMMmasT
HaACTE XPOMOCOMET

o 5

A HOPNMANE X TAS XD ONO CONIa
B. s ep TrHpoOEBaAaNEIIass X P OoONMOCONA



usi - obMeH yyacTka
MMYHbIX XPOMOCOM

TpaHcIoLp OBaHHAS

Xpomocoma 20 xpomocoma 20

A=

TpaHcIolHIpoBaHHaA
A xpomocoma 4

B
Xpomocoma 4

CxemarH4eckKoe 30 ﬂpmune TPAHCIAOKALM XpOMOCOM
A. HOpMAITLHBIE XPOMOCOMBI
B. TPAHCJIOIHPOBaAHHBIE XPOMOCOMBI



I eHOMHbIe Mymauuu

e [enomuble mymayuu - usme

XPOMOCOM, BKIIOHYAOUIUE:

* noaunaououy - I3AMCHEHHU
XPOMOCOM, PAaBHOE IraIlJIOUTHOMY,

*aneynjiououu - N3MCHCHNUE YMC
XPOMOCOM, HE PaBHOE TallJIOUJTHOMY.
Yaie Bcero y 4yenoBeKka HaOJIIOAar0TCs
TPUCOMMU (YBEIHMYCHHUE KOJIMYECTBA
XPOMOCOM Ha OJHY) I MOHOCOMUH
(OTCYTCTBHE OJJHOM XPOMOCOMBI).




leHHbIe MyMayuu

* ['ennbIe MyTanuu — (HE BUAUMBIC B CBETOBOM
MHUKpPOCKoIe n3MmeHeHus cTpyktypsl JIHK). 310 nmoobie
U3MEHEHUSA MOJIEKYJIAPHOM CTPpYKTYphl JTHK.

dKOI'O BJIMAHUA

*  HekoTopble MyTalliu HE OKa3bIBAIOT
Ha CTPYKTYPY U (DYHKIIUIO COOTBETCTBYIOIII

* Jlpyras (0obliias) 4acTh T€HHBIX MYTaI[yi
CHUHTE3Y JAC(PEKTHOro OeliKa, HE CIIOCOOHOIO BBIII
CBOMCTBEHHYIO €EMY (DYHKIIHUIO.

* T'eHHBIC MyTalIMX O0YCIIOBIMBAIOT PA3BUTHE
OOJIBIIIMHCTBA HACJIEICTBEHHBIX (POPM MATOJIOTHH.
* HaunOoJiee yacThIM MOHOT€HHBIMHU 3a00JICBaHUSIMU
SBJISIFOTCS: MYKOBUCYUOO3, 26MOXPOMAMO3, AOPEHO-
2EHUMANbHBLU CUHOPOM, (DEHUTKEMOHYDUSL,
Heupogdubpomamos, muonamuu J[rouenna-bexxkepa u pso
opyaux 3a001e8aHUN.




MoneKynspHass npupoda Mymauyuu Moxem
3aKJ1Il04YambCS.

® |) B 3aMEHE OCHOBAHUS B KOJIOHE, 3TO TaK
Ha3bIBacMasi MUCCEHC-MYyTalus (0T aHIJI, miS -
JIO’KHBIN, HETIPABUJILHBIN + JIaT.
3aMEHa HYKJICOTHIAa B KOAUPYIOIIE TH T'CHA,
IIPUBOJSIIAS K 3aMEHE AMUHOKHCIIOTHI
IOJIMIICTITHE;




® 2) B I3MEHCHHUH KOJIOHOB, KOTOPOE
IIPUBEJICT K OCTAHOBKE CUMIhIBAHUS
MH(OpPMAaIH, 3TO TaK HA3bIB
HOHCEHC MyTauus (OT JIaT. non -
SENSUS - CMBICJT) — 3aMEHa HYKJIEO
KOJUPYIOIIEN YaCTU I'€Ha, IIPUBOIUT
00pa30BaHMIO KOJIOHA-TEPMHUHATOPA (C
KOJOHA) U MPEKPALICHUIO TPAHCIISIINH;




3) B HapYIICHUH IIPOIIECCA CUMTHLIBAHHUS
MH(OpMaIHH, ,
Ha3eIBaecMoM ppermmmdToM (ot anra. frame
- pamka + Shift: - casur, mepe
KOIJIa MOJICKYJISIPHBIC H3MCHEHHS
IPUBOJAT K U3MECHEHUIO TPUILICTOB
IIPOIECCe TPAHCIAIUHA MOJTUIICTITHIH
IICIIH.




M3BECTHBI U JPYTrye€ TUMBI TCHHBIX MYTAaIUH,

[1o Ty MOJIEKYJISIPHBIX U3MEHEHUU BBIJICIISIOT:

*oeneyuu (om nam. deletio - ynuumo
IIPOUCXOJUT yTpara cerMmenra /|
HYKJICOTHA J0 I[CJIOr0 T'eHa,

*oynauxayuu (om nam. duplicatio - yosoenu
YABOCHHUE WJIM TOBTOPHOE TyOJIUPOBAHHE CETMEHT
OJIHOTO HYKJICOTH 1A IO ICIbIX T'€HOB;

*uneepcuu (om nam. INVErsio - nepesepmuléanue))
1moBopoT Ha 180° cermenra JIHK pasmepamu oT AByX
HYKIIEOTHUIO0B 10 (h)parMeHTa, BKIIFOYAIOIIECTO HECKOJIbK
T'CHOB;

*uncepyuu (om nam. insertio - npuxpennenue), T.e.
BcTaBKka (pparmentoB JIHK pazmepom oT 04HOT0 HYKJIEO
710 LIEJIOTO T'eHA.




Moniekyasapuoie U3MEHEeHUA, 3ampazusarouiiue om 00H020 00
HEeCKOJ/IbKUX HVKJIBO”’IMOO& pacemampuearom KaKk mo4eunyro
Mymauuio.

OTnnYuTEeIbHBIM JIRIG| T€HHOM MYyTalluHu ABJIICTCA TO, YTO OHA.

(dbopmanuu,
2) MOXET IepeaaBaThCs OT MOKOJCHUS K MOKO

) OpUBOAUT K N3MEHEHUIO T€HETUYECKOM I

HekoTopas 4acTh reHHBIX MyTalldil MOKET ObITh OTHE
HEUTPAJILHBIM MYTaIASAM, T.K.OHHU HE IPUBOIAT K KAKUM
u3MeHeHusM (penotuna.(Hampumep, 3a c4eT BBIPOKIACHHO
TEHETUYECKOIr0 KOJIa OJIHY U TY K€ aMUHOKHUCIIOTY MOTYT

KOJMPOBATh JBa TPUILIETA, PA3IAYAOIINXCS TOJBKO 10 OJIHO
OCHOBAHHIO).

C apyrou CTOpOHBI, OJIMH U TOT K€ I'€H MOYKET U3MEHATHCS
(MyTHpPOBaTh) B HECKOJIBKO Pa3IdYarOIINXCS COCTOSHUM.



bone3Hu — cnencrTeue reHHbIX
MyTaLny




CepnoeugHO-kNnemoYHas aHeMus

OHAM U3 OPUMEPOB TOUYKOBBIX MYTaIlUM CIIYKUT CEPROBUOHOKIEHOUHASA

aAHémusA - 3360HCB3HI/I€, BbI3bIBACMOC Y HCJIOBCKA 3aMEHOU HYKJICOTHIa B OAHOM H3
I'CHOB, OTBCTCTBCHHBIX 34 CUHTC3 reMoriaobuna. vV JICKYJIA AbIXATCJIBHOI'O
IIMTMEHTA TeMOTJI00MHA Y B3POCJI0Iro 4CJIOBCKa KO IOT I'CHBI, 110 KOHTPOJIEM

reéMOIJIOOMHA TICPEHOCUTh KHCIIOpo . B pe3yiapTaTe MyTamuu 3T
HPOUCXOINUT U3MEHEHHE COCTaBa AaMUHOKHUCIIOT, @ 3TO MPUBOJIUT K
aHoMmaiibHOro remoryioonna (HbS) sBMecro HopmabHOroHbA 1 Hb
aHOMaJIBbHOM S TEMOTJIOOMHE 68 00HOU moYKe 21yMaAMUHOGA KUCLO
ganurnom. B pe3yibraTte TaKOro HE3HAUYNTEIBHOTO L3 MEHEHLSL HOPMATb
2eM02100UH npespawaemcs 8_2emo2100un S, Komopulii KPUCTAIIA3YETC
HU3KUX KOHIICHTPAIUAX KUCIOPO/a, a 3TO MIPUBOJMT K TOMY, YTO B BEHO3

. PazBuBaercs octpas aHemus,
CHMIKAETCS KOJIMYECTBO KUCIOPO/Ia, IEPEHOCUMOIr0 KPOBBIO, MOXKET HapylIae
JNESITEIILHOCTh CEPIA U TIOYEK U PAHHSSL CMEPTHOCTD JIFOJIEN, TOMO3UTOTHBIX
MYTaHTHOMY aJUJIEIIIO.



CeprioeUuOHOKI1IemoYyHas
aHemusi
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B reTepo3uroTHOM COCTOSIHMHN 3TOT ajljielIb BBI3bIBAET
3HAYUTEIbHO MEHBIINN 3(D(EKT: SPUTPOLIUTHI BBITIISISIT
HOPMAJIbHBIMH, & aHOMAJILHBIM T€MOTJIOONH COCTABIISICT
TOJILKO 0KO0JI0 40%. Y rerepo3uror pa3BuBACTCI aHEMUSA
JIWIIG B ¢1a001 (hpopMeE, HO B T€X 00JIACT Mg, I'I€ IIIUPOKO
pacIpoOCTpaHEeHa MAJISIpHUsI, OCOOCHHO B A 1 A3uu,
HOCHUTEJHN aJlielisi CEPIIOBUIHOKICTOYHOCTH
HEBOCHPUUMYMBBI K 3TOW 00JE€3HU. ITO OOBSICH
4TO €€ BO30YyAUTEIIb -MAJIIPUHAHBIN IL1a3MOANUM - H
XKUTH B SPUTPOIINTAX, COACPKAINMX AHOMATbHBIN
T€MOIJIO0NH.




PeHuUNKemoHypus u anbuHu3sm

DEeHUTIKETOHYPUS U aTbOMHU3M -00JI€3HHU, CBI3aHHBIC C HAPYIICHUEM
aMUHOKHCJIOTHOTO OOMeEHa.

B HOpME amunoxkucinoma gpenunananun (RA) c nomonipro pepMeHTa
MIPEBPAIIACTCS M@MUHOKHUCIIOTY
, KOTOpas B CBOKO OYEPE/Ib MO IEUCTBUE
TUPO3UHA3BI MOXKET IIPEBPANIATHCS

IIpu HapyIIeHNN aKTUBHOCTHU 3TUX (PEPMEHTOB pa3BHUBA
HacJICACTBEHHBIC 3a001¢BaHus YeI0BeKa (PEHUIKETOHYP
AJIbOMHU3M.

(OKY) BcTpeuaeTcs B pa3IUUHBIX MOMYJI
arojen ¢ yacrtorou 1:6000-1:10 000, B bemapycu - 1:6000. On
HACJIEYETCS IO ayTOCOMHO-PEIIECCUBHOMY THIY;

MyTaHTHBIN T'€H, KOTOPbIA OTBE
CHHTE3 (pepMeHTa (peHMIaTaHUHTUIPOKCHUIa3bl, KapTupoBaH (124
q24), nieHTH(PUIIMPOBAH U CEKBEHUPOBAH (OIpeiesicHa
IIOCJICIOBATEIbHOCTh HYKJICOTHIOB).



MPUYMHBI AABGUHUIMA |

&

2. B HacTosulee spems
CHYUTAETCA, 4TO MPUYMHOM
AABOUMHU3IAMA ABAAETCH
oTCcyTCcTBME (MAKM DAOKOAQ)
doepMEHTA TURO3MHA3bI,
HEODXOAUNAMOM AAA
HOPAMAOABHOITO CUHTE3O
MEAQHUHA — OCODOoro
BELLLECTBA, OT KOTOPOro
3ABMCUT OKPACKA TKAHEN







.
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Amunokucaoma - genunananun  npuHaoaedcum K - YUCTY
He3ameHumvlx amunokuciom. Tonbko 4acth A MCHIOIB3YETCSA IS
CHHTE3a O€JIKOB, OCHOBHOE KOJHMYECTBO HSTOM aMHHOKHCJIOTHI
OKMCIISIETCS 10 TUpo3uHa. Eciiu pepMeHT (peHumaIaHMHIuAPOKCHIas3a
HE aKTHBEH, T0 PA HE IIPEBpaAIIACTCI B TUPOJUH, a HAKAILIIABACTCS B
CBIBOPOTKE KpPOBH B  OOJBIIUX  KOJ B BHJIE
(eHuanmupoBruHoOrpagHoi kuciotrel (PIIBK), kot BBIJICIISIETCA C
MOYOI , BCJIEICTBHUE YETO OT OOJBHBIX HUCXOOUT ''M 1" 3amax.
Beicokas konuenrpamusa @PIIBK npuBogur K
(OPMUPOBAHUS MUCIIMHOBOM 000JIOUKH BOKPYT aKCOHOB
C (DEHUJIKETOHYPHUEH POXKIAIOTCS 3J0POBBIMH, HO B IIEPBHIE
KW3HU Y HUX PA3BHUBAIOTCSA KJIMHUYECKHE MPOSBICHHUS 320
@DIIBK saenaemca HeUpo-mponHviM A00M, B PE3YJbTa
MOBBIIIAIOTCS  BO30YJAMMOCTb,  TOHYC MBI,  Pa3B
rurieppedyiekcus,  TPEMOp,  CYJOPOXKHbIE  SHUICHTHRPO
npuraaku. 11o3xe NpPUCOCTUHSAIOTCS HAPYLICHWS BBICIIEH HE
HAeSITeIbHOCTH, YMCTBEHHAsl OTCTAlI0CTh, MUKpoledanus. Y 00
HaOMrogaeTcss ciadass MOUIMEHTalus K3-3a HapyIIeHUS CH
MEJaHWHA U OTMEYACTCS aIbOMHU3M.




eHOMHbIe U XpOMOCOMHbIe Mymauuu

[ enHomHbIEe U XPOMOCOMHBIE MYMAYUU ABNIAIOMCA NPUYUHAMU
B03HUKHOBEHUSL XPOMOCOMHBIX DONE3HE .

K 2eHomHbIM Mymayuam OTHOCSITCS aHEYNA0UOUU U N3MECHEHNE
IUIOUIHOCTHU CTPYKTYPHO HEU3MEHEHHBIX XPOYMOCOM.

BBIABIISIIOTCS IUTOTETHETUYECKUMM METOIAMU: OTHUIHPOBAHUS,
IIOJIOBOI'0 XpOMAaTHHa.
Aneyniouous — n3MeHeHUE (YMEHBIIEHUE — M
YBEJIMYECHNE — TPHUCOMMS ) YHCJIa XPOMOCOM B JIUILJIOU
HEKPATHOE rarjionJHOMY
Honunaouous — yBeavueHUe 4uciia HAOOpPOB XPOMOC
KpaTtHoe rarmonaHomy (3n, 4n, Sn u T1.1.).
Y yenosexa noaunioudusn, a makyce 0016 WUHCHIB0 AHEVN
AGAIOMCA 1M AL HHIMU MYMAUUAMU




K nauoonee uacmvim 2eHOMHHIM MYMAUUAM OMHOCAMICA.
MPUCOMUA — HATAYUE TPEX TOMOJIOTUYHBIX XPOMOCOM B
KapuoTuiie (Harpumep, 1mo 21-i mape, npu CUHIPOME
Jlayna, o 18- mape rpu cunapome SgBapaca, 1no 13-i
nape npu cuaapome Ilaray; 1o moJyioBsl OMOCOMaM:
XXX, XXY, XYY);
MOHOCOMUS - HATAYHE TOJILKO OJTHON M3 ABYX
FOMOJIOTUYHBIX XpOMOCOM. [Ipu MOHOCOMMH T10
ayTOCOM HOPMAJIbHOE Pa3BUTHE SMOPHOHA HEBO3M
EJMHCTBEHHAs MOHOCOMHUS Y YEJIOBEKA, COBMECTUM
XKU3HBIO, - MOHOCOMUSA 110 X-XpPOMOCOME - IIPUBOJIUAT
cunjapomy Illepemenckoro-Tepuepa (45, XO0).




XPOMOCOMHBDIE b 3HM.



XPOMOCOMHBIE BOJIE3HM

I'PYIIIIbBI

YACTOTA XPOMOCOMHBIX
AHOMAJINU

Pannmue JAONMMINVIAHTAIIMOHHDBIC

0Kk0J10 50%

noTepu
CrioHTaHHbIE BHIKUIbIIIHN B cpen k010 30%
MiiageH4ecKas U JeTCKas =h
CMEPTHOCTh
Bpo:kaeHHbIe IOPOKH PA3BUTHS 4-8%
BposkaeHHbIe TOPOKH Cepala 13%
YMCTBEHHAsI OTCTAJIOCTDb CpeIHei 15-20%
U TSKEJI0M CTeNeHU
My:xkckoe Oecimiioane 2%
(1m0 15% B rpynme ¢ azoocnep
IIpuBbIYHOE HEBbIHAIIIMBAHME 2-5%

0epeMeHHOCTH




KIACCUPUKALIUA XPOMOCOMHBIX
BOJIE3HEM

® JDTHOJIOTUS —

Xapaxkmepucmuka muna mMmyma

e Tun KJIeToK, B KOTOPbIX BO3HU
MYTalUA —

v 2amemuvecKue

v comamuuecKue

e [loxosieHue, B KOTOPOM BO3ZHUKJIA MYTa

v YHacneooeannbvle
v Cnopaoduueckue cinyqau (de novo)



POM JIAVHA (TPHCC

yHHa#a Jacrtora - 1:600-700 nHoBopo:

JAsIpHAasi TPHCOMMUA

N

5

X e
Ne

12

hé

Tpawg1oxkanu
(popmagpucoM

46,der (D;21)(C

46,der (G;21)(q10




OCHOBHbBIE ®PEHOTUIIMYECKHE
MPOSIBJIEHUSA

KaTapaKkTa, MUOIINA), OTKPbLITLIN POT, aHOMA
3y00B, KOPOTKMI HOC M IJIOCKAaf NepeHoCuia,
U30BITOK KOKH Ha 111ee, KOPOTKHE KOHEYHOCTH, 4
nomnepevHas YeThipex-najbueBas JaJOHHAN CKIaAKa
IIUPOKHN NMPOMEKYTOK MeKAYy NePBbIM U BTOPbLIM
najbLUaMHM CTOII.

IlopoKM BHYTPEHHMX OPraHoOB: YaCTO 0TMEYAKOTCSH
BIIC (aedeKThl MekKKeTYI10YKOBOM U
MEKNMpeacepaAHOoM NMePeropoaoK, OTKPbIThIN
apTepuaJIbHbI NPOTOK) U KeJTYI0YHO-KUILIEYHOI0
TPpakTa boJbIIMHCTBO 00JILHBIX HMMEET YMEPEHHYIO
HWJIM THIKEJIYIO CTeleHb YMCTBEHHOM O0TCTAJIOCTH
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OCHOBHBIE
®EHOTHIIMYECKHUE
MNPOSABJIEHUA

Hu3kasa Macca Tejia y HOBOPO:KJAE€HHbIX.
Jloamxonedanus, runepTeJ0pu3M,
HU3KO0 MOCAaKEHHbIE YU

aHOMAJIbHOM (POPMBI, MUKPOTHATUS, MUKPOCTOM
CKOIIEHHbIN moadopoaok. UMeTCs aHOMAJIUU pa3
KOHEYHOCTEM, OTCYTCTBUE JUCTAIbHOU CKJIAJAKH HA M
TMIOIJIA3USA HOI'TEI.

Ilopoku BHYTPEHHMX OPraHOB: KOMOMHUPOBAHHbIE MOP
CEePACYHO-COCYAUCTOM CHUCTEMbI, He3aBePUICHHbIH I0BOPO
KHIIIEYHHKA, MIOPOKHU PA3BUTH NMOYE€K, KPUNITOPXM3M.
OTMeuaroTcs 3a1ep:KKM NCUXOMOTOPHOI0 Pa3BUTHS, UAMOT
MMOEIUIbHOCTD.







OCHOBHBIE
@®EHOTUIIMYECKHUE
MNPOSABJIEHUA

Muxkpouedaaus, pacueJTUHHbI
BepXHeH I'yObl U He0a, HU3KO
MOCAXKEHHbIE 1e(pOpMHUPOBAHHDbIE
YVIIHbI¢ PAKOBUHBI, MUKPOTCHUS,
TUIIOTEJIOPU3M, TUCILIIAZUS
CeTYATKHU, MOJUAAKTUIIUS,
NnonepevYHasi JaJ0HHAS CKJIAKA.

MHo:KeCTBEHHbIE IOPOKH BHYTPEHHUX OPraHOB
(BIIC — nedeKThI NEPeropoaok U KPyMmHbIX COCYA0
He3aBepUIEHHbIN MOBOPOT KUIIIEYHHUKA,
MOJIMKHCTO3 MO4Y€eK, YIBOCHUE MOYETOUYHUKA).
Inyookas uanorusi. IIpoao/KMTEIbHOCTD KU3HHU
COCTABJISIET, KAK MPaBUJIO0, 2-3 MeCSAlla U PeAKO JT0XO0/
OJHOI'0 roja.



CUHAPOM HIEPEHIEBCKOI'O-TEPHEPA
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pa3BuTHE 00BLIYHO HAXO/
B Npeaeax HOPMbI.
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CHHJIPOM KJAWUH®EJILTEPA
(IIOJIMCOMHUA X Y MYKYHH)

nomyJasinuoHHas yacrora - 1:1000 noBopo:kaeHHBIX
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CunjzipoMm nucomuu no Y-xpomocome (47,XYY)

nomyJasinuoHHas yacrora - 1:1000 noBopo:kaeHHBIX
MAaJIbYMKOB

CuHapoM TpHCOMMM MO
xpomocoMme (47,XXX)

nomyJasimuoHHas yacrora - 1:1000 noBopo:kaeHHBI
AeBOYECK
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OCHOBHbIE
@®EHOTUIIMYECKHUE
MNPOSABJIEHUA

HeoObIYHbIM KPUK WJIM IJIAY,
HANOMHUHAKIINNA MAYKAHbE
KOIIKW, MUKpouedaaus,
AHTHMOHIOJIOUJIHBIN pa3pes Ijias,
JIYHOOOpa3Hoe JIUI0,
TMIEePTEJI0OPU3M, HIMPOKAS
IEePeHOCHu A, HU3KO MOCAKEHHBIE
neopMUpPOBAHHBIC YIIIHbIE
pakoBuHbl. Ha 1agonsix umMeercs
MonepeYHas CKIAAKA, TAKKE
XapaKTePHbI KIUHOAAKTUIUS
WU CMHAAKTUJINA. YMCTBEHHAasA
OTCTAJIOCTh CHJIBHOW CTENECHHU.




Kpurnueckum pa



OCHOBHBIE
®EHOTUIIMYECKHUE
MPOSABJIEHUSA

3ajepiKKa npe- 4 NOCTHATAJIbHOI0 POCT?
HHU3Kasi Macca Tejia Py POKIACHHUM.
XapakrepHble

YyepThl JIMLIA U Yepena: BLICOKHUi 100
MHKpouedaius, BLICOKOE HANEPEHOChe,
KJIIOBOBH/IHBIU HOC, TUIIEPTEJIOPU3M,
BBICTYHAKOLIME IV1a3a, KOPOTKUN PUJIbLTP,
MHUKPOTrHATHH, MAaJICHbKUU POT €
ONYIIEHHbIMM YIOJIKAMHU PTAa, KPYIHbIE
OTTONBIPpeHHbIe Y. PacuieimHbl ryobl U
nebda. Ilopoxu cepaeuno-cocynucToii
CHCTeMBbI. 3a/Iep:KKa MCHXOMOTOPHOTI0
pa3BUTHA.




CUHOAPOMBbI del 22911.2
yacrtorta 1:4000

Cunapom u Lropaxu CATCH 22
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OCHOBHbBIE ®PEHOTUIIMYECKHE
MPOSABJIEHUSA

OrcraBanue B (pmM3dn4eCKOM pPa3BMT!
noxKasarejieii Maccbl M pocra

yacThie monepxuBanus (Bejio-papuHreaibH
HE0CTAaTOYHOCTh), HOCOBOIi r0JI0C M HAKOILJIE
B HOCOBBIX X0/1aX BBHJAY HMX Y30CTH

Haanuue BIIC (KOHOTPYHKAJBLHOI0): TPAHCIO3MI
MarucTpaJbHbIX apTepuid, 00U apTepHaIbHbIN
aTpe3usl JIerOYHOM aprepuM, Terpaga Paiio, 1BONHO
OTXO0K/IEHUEe COCYAO0B OT NMPABOIo KeJYA04YKa

Yacro OGoJseromuii pedeHOK, HaJTUYME XPOHUYECKOU UHGD
Cynoporn B aHamHe3e

3anepxkka IIMP, nepunur BHEMAHMS

Hapyumenus ciayxa, acCMMeTpUs JIULA

CHUZKCHUC

CJAHMCMOI0



W/ Lai OIS IS LD LIS CILELIDDYIL

* Boabga-XupuxopHa
" (KOIIAYbEro KPpuKa»
* BuabaMmca

= [Ipanepa-Buiaian

" JHKeJbMEHA

* Cmur-Marenuc

* Muaaepa-/luxkepa

=* Kanimanna
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