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Beenenue

AKTyaJIbHOCTDh. HU 071Ha KIMHUYECKas! CIIEIUABHOCTh CETO/IHS YK€ He MbICTMMa 0e3 3HaHUMA
Y OMPEJCIICHHBIX HABBIKOB MO KIMHUYECKON U MOJIEKYIsIpHOM reHeTuke. OIHAaKO ClielyeT MpU3HaTh,
YTO 3HAHUS Y OOJBIIMHCTBA BPAYC-CTOMATOJIOTOB B 3TOW 00JaCTH MO-MIPEKHEMY OCTAIOTCS BeChMa
CKpOMHBIMU. [lo-BHIMMOMY 3TO OOCTOSITENILCTBO CBSI3aHO C HEIOCTATOYHBIM OCBEIICHHUEM OCHOB
MEJIMIIMHCKON M KIMHUYECKOW TC€HETHUKU IMPHU MOATOTOBKHU BPAUEH-CTOMATOJIOTOB B MEIUIIMHCKUX
BY3ax.

Y4eOHOEC MOcoOMe COCTaBIEHO B paMKax MoOIyis «MemuIuHCKash TeHETHKa», KOTOPBIN
YUYUTHIBACT pEAJbHBIC MPAKTHUUECKHE 3a/a4yd pabOThl Bpadyeil-CTOMATOJIOTOB, TaK KaK B CBOECH
NESTETPHOCTH WM HENPEeMEHHO TpHAETCSI B TOM WJIM HMHOM OOBEME CTAJIKMBATHCS C
JTUArHOCTUYECKUMH, JICUEOHBIMH U OPraHU3allMOHHBIMU BOMPOCAMHU BEJEHUS IMAIMEHTOB C
MOHOTE€HHBIMH, XPOMOCOMHBIMU U MYJIbTH(HAKTOPUATBLHBIMEU 3a0051eBaHUsIMH. be3 moHuMaHus posu
reHeTUYeCKuX (PakTopoB B MpHUpoAe 3a00sieBaHUN HeNb3sl 3()(YEKTUBHO MPOBOIUTH JIEUEHUE U
NpodUIAKTUKY HE TOJBKO PEIKHX HACJIEJCTBEHHBIX ()OPM MATOJOTHH, HO M IIUPOKOTO Kpyra
3a00JI€BaHU ¢ HACTIECTBEHHOMN MPEAPaACONOKEeHHOCThI0. COBPEMEHHBIN Bpau-CTOMATOJIOT JOKEH
yMeTh, HAa OCHOBAaHHWHU METOJIOB KIWHUKO-TEHETHYECKOTO OOCJIEeIOBaHMUS TMAallMeHTa U  €ro
POJCTBEHHUKOB, BBISIBUTH T'PYIIIHI TTOBBIIIIEHHOTO PUCKA, KOTOPBIE B TIEPBYIO OYepPeIb JOJKHBI CTaTh
00BEKTOM COOTBETCTBYIOIIUX TUATHOCTHYCCKUX U MPOUITAKTUUECKUX MEPOTIPUITHIMA.

[IpnoOpeTreHre 3HAHUN 1O MEIUIMHCKON Te€HETHKe SBISETCS KpailHe HEeOOXOIUMBIM IpHU
MMOJITOTOBKE Bpaueii-CTOMATOJIOTOB, B CBS3HU CBBINIC CKa3aHHBIM, MPEICTABIEHHOE yIeOHOE mocooue
«O01ue BOMPOCH MEIUIMHCKON TE€HETHUKH JJII CTOMATOJIOTOB B CXE€Max W TaONWIax» SBISETCA
BECHbMa aKTyaJIbHBIM.

[Ipu >TOM menpr0 y4eOHOTO TOCOOMs sBIAETCS (POPMHUpPOBAHWE CUCTEMHBIX 3HAHUK 00
OCHOBaxX M MOCJIETHUX AOCTHKEHHUSIX MEAMIMHCKOW T'€HETHKH ISl MCIIOJIb30BAHMS IOTY4YE€HHBIX
3HAHUW B TPAKTUYCCKON W/WIM HAydHOW NEATEIbHOCTH. B ydeOHOM mocoOWu, Ha OCHOBAaHUU
aHaJlM3a JIMTepaTypHBIX HCTOYHUKOB, CJeJaHa IMOMbITKA OTBETHUTh HA HEKOTOPHIE BOIPOCHI,
KacaroIIMecs COBPEMEHHBIX MPEACTABICHUH 110 BOMPOCaM OOIIEH METUITMHCKOW TeHETHKU. A TakKe
MPEeJICTaBUTh UX B Haubosiee JOCTYMHOM opmMe — cXeMbl U TaOJHUIbI, YTO 3HAYUTEIHHO OOJierdyaer
MIPOLIECC BOCIPHUATHS U BOCCTAHOBJICHHUS B NMaMATH MH(YOPMAILIMU, KAaCAIOIIUICS BOIIPOCOB OHOJIOTHH
1 00IIIeH TeHETUKH.

Heap yuye6HOro mocodouss — GopmMupoBaHUEe CUCTEMHBIX 3HAHUNA O COBPEMEHHBIX OCHOBaxX U
MIpeJICTaBICHUM MEIUIIMHCKOW TeHETUKH Ui UCIOJb30BaHUs MOJYYSHHBIX 3HaHUN B MPAKTUYECKOM
W/WJIM HAYYHOU eATeIbHOCTH.

3agayaMu yueOHOI0 ocoOus SIBJAIOTCSH OBJIA/ICHUE 3HAHUSIMH .
1. o mpupoae HACICACTBEHHBIX M BPOXKICHHBIX 3a00JICBaHUK — OJTHOJOTMH M MEXaHH3Max
rmaToreHesa;
2. 0 kiaccu(uKaIuy U MPUIMHAX KIMHHYECKOTO TIOJUMOPHU3Ma;
3. 00111el CEeMHOTHKH M MCTIONIB30BAHKUE STUX 3HAHUHU IS AU depeHInanbHON JUarHOCTUKH,
4. U3y4eHHe XapaKTePUCTHUK Pa3INYHBIX KJIACCOB HACIEACTBEHHBIX 3a00I€BaHHA.

YueOHoe mocobue «O0Imre BOMpOCkl MEIUIIMHCKON TeHETHKHU JJIsi CTOMATOJIOTOB B CXeMax U
TabJIMIIax» COCTABICHO B COOTBETCTBUH DenepaabHbIM TOCYAapCTBEHHBIM TPEOOBAHUSAM K OCHOBHOM
paboyeil mporpamme Mo JTUCIUIUIMHE «/[eTcKas cToMaToNIOrusy, MOAYNIb « MeIUIIMHCKAst TeHETHKaY,
s criermanbHocTh (040400) 060105.65 «cTomarosiorus», Ko KBaTU(GHUKAIIMKM BBITYCKHUKA 65 —
crienuanucT, ¢popma obydenus ouyHas (4 xkypc, 7 cemectp — 36 yacoB). M3gaHue colepUT HOBBIE
MOAXO/IbI K H3yYSHHIO AUCIUTUTHHBI MEIUIIMHCKASI TEHETHKA B CPABHEHUHU C 0a30BBIMU yIEOHUKAMU.



Oﬁume BOIIPOCHI MeINIMHCKOI r'eHeTHKH AJIsi CTOMAaTO0JI0r0B B cXeMax U Taﬁ.mmax

I'perop Morann Mennens (1822-1884) — ocHoBonosi0)HUK reHeTUKU. OH chopMyTupoBail Tpu
OCHOBHBIX 3aKOHA KIIMHUYECKOW T€HETHKH, MOJYYHBIINX €ro UMsi, 1 c(hOpMyIHpOBaI TUIIOTE3Y O
«YHCTOTE TaMeT»

1865 . — MeHzenp JOJIOXKUI pe3ynbTaThl CBOMX ONBITOB M0 TMOpHUIM3alUK ropoxa bproHHCKOMY
OO6111eCTBY €CTECTBOUCITBITATEIICH.

1900 r. — OduumanbHas nata poxnaeHust reHethkd. Tpu ecrectBoucnbitarens (I me dpus, K.
Koppenc, K. Uepmak) Ha pa3HbIX 00bEKTax MOJYUYUIIU T€ )K€ Pe3yabTarsl, YTo U Mennens. BeneHo
MOHITHE «T€H» - KaK HalMEHbIIasl M HeJIeJIMMas YacTHIla HacJIeICTBEHHOM.

I'enernka — HayKa 0 HaCJICACTBECHHOCTH U U3BMCHYUBOCTH.

HacnencrBenHocTh 3TO CBOMCTBO OpPraHU3MOB O00€eCeunBaTh (PYHKIIMOHAIBHYIO U
MaTCpHUAIbHYIO TPECMCTBCHHOCTE MCK Y IMTOKOJICHUAMU

KOHCEpBaTHBHA, KAK MOKHO TOYHEEe, B HEU3MEHEHHOM BUJE 00eCIiedrBaeT
repeaady XapakTepHbIX YEPT OJTHOTO BHIA

N3MeHYnBOCTH Oylarogaps e ToCTUraeTcs pasHooOpas3ue B mpejaenax | Buma

9TO HCTOYHHUK BO3ZHUKHOBCHHA HOBBIX BUIOB

(bYHI[aMeHTaJ'IBHOG CBOMCTBO JKUBBIX OpraHn3MoOB — UMECTb UHANBUAYAJIbHBIC
OTIINYHNA

3akoHbBI Mennens

1 | 3akoH equHOOOpPa3ust THOPHUIOB NIEPBOTO MOKOJICHUS = JOMUHHPOBAHUS
P. AA (xent.) * aa (zen.)
F1. Aa (ruOpusl )KEITOrO IBETA)

2 3akoH PACICIICHUA ITPU3HAKOB = PCUCCCHBHBIX TOMO3HUI'OT
F2.1 9.AA (xenr.) 2 4. Aa (xent.), 1 4. aa (3en.)

3 | 3aKoH HE3aBUCUMOTI0 HACIe0BaHUS (KOMOMHUPOBAHUS MPU3HAKOB) = JUTUOPUTHOTO
CKpeniuBaHusl (IIBET HE 3aBUCUT OT (POPMBI)
P. AA BB * aa BB
KCIT., TIang. 3€J1., mIEp.
F1. Aa BB (murereposurora)
JKEIIT., TIa.
F2.9A B, 3A BB, 3aaB , laaBB (perneccuBHasi TOMO3UTOTA)
JKENT., TIaA. KENT., ep. 3€J., THaa. 3elL., mep.

| | MaTepHHCKas KJIETKa | 46 xpomocom |

‘ 1 TouHasg xomusa ‘ 1 TouyHas Komus ‘ 46 xpomarusa ‘ 46 xpomartua ‘




MUTO3 — neneHue KICTKH 0€3 yMEHBIIEHUS YHUCIIa XPOMOCOM

[Tpodaza

pacTBopsieTcs siaepHas 000JI09Ka, EHTPHOIH PACXOIATCS K MTPOTHUBOTIOJIOKHBIM
MOJIFOCAM KIJIETKH, OT HUX Pa3pacTaioTCss MUKPOTPYOOUKH (0Opa3oBaHue BepeTeHa
I[eJICHI/Iﬂ), XpPOMOCOMBI KOHACHCHUPYIOTCA U IBUT'AOTCA B 9KBATOPUAJIbBHYIO o0OiacTh
(XpomMocoMa COCTOMUT U3 2 XPOMATHU]T).

Mertadaza

XPOMOCOMBI UMEIOT YETKYIO (hOpMY, BBICTpauBaHUE XPOMOCOM B DKBATO PHAITLHOMN
iockoctu. O6pa3zoBanue Metadasznoii mactunku. K kaxxaoi nentpomepe
IPUCOEIUHSIETCS [0 2 MUKPOTPYOOUKH.

Amnadaza

BEPETEHO JIEJICHUS IIPOJIOJIKAET PACTH, KaXIasi XpOMOCOMA, COCTOSINAs U3 ABYX
XpOMAaTHU/I pa3/IeNsaeTcs Ha JBE, COCTOSAIINE UX OJHON XpPOMATUABL. XPOMOCOMBI,
pacxoAsaTcs K pa3jInuHbIM MoJirocaM. KiieTka BhITSITHBAETCS.

Tenodaza

XPOMOCOMBI JIEKOH/ICHCUPYIOTCS, BEPETCHO JICTICHHSI PACTBOPSETCS B IUTOILIA3ME,
KakJ1asl IEHTPUOJIb IOCTPAnBaeT cebe mapy, o0pazyrorcs siaepHbie 06omouku. 1o
HKBATOpy 00paszyercs 6opo3na aeneHus. LluTonmazma IeIUTCs TOTOIaM.

MEHNO3 — cneruanu3npoBaHHOE JIEJICHUE B CIICITUATM3UPOBAHHBIX TKAHIX, TJI€ HJIET MPOIIECC

00pa3oBaHUs TOJIOBBIX KIIETOK

[Tpodaza (haza ouenp ymHHASA. HaunmHaeTCs ciupanu3aius XpoMoCoOM
KOHBIOTAIHS — MOTIAPHOE COMMKEHHE TOMOJIOTHYHBIX XpOMOCOM (Mama + raria)
KPOCCHHI'OBEP — 0OMEH rOMOJIOTHYHBIMH Y4aCTKaMH XPOMOCOM
TEPMHUHAIIU3ALNS — XPOMOCOMBI HAYMHAIOT OTTAJIKMBATHCS APYT OT Apyra

Mertadaza XpPOMOCOMBI UMEIOT YETKYIO (JOpMY, BBICTPAUBAHUE B 3KBATOPHAJIBLHOM IJIOCKOCTH,
oOpa3oBaHue MeTadasHOW MIACTHUHKH, K KaKIOW LIEHTPOMEpE MPUKPEIUIIETCs IO
OJIHOIM HUTHU BEpeTEeHa JACJICHHUSI.

Amnadaza B KaXJOH IMape TOMOJIOTUYHBIE XPOMOCOMBI PAacXOJSATCS K pa3HBIM IOJIOca
CIy4aiHO

Tenodaza UTOKEHEe3, [IEHTPUOJHU JAOCTPauBalOT ce0e mapy, BEpeTeHO JEJeHHs pacTBOpsETCS,
Jecupanu3aisi XpoMOCOM HE MPOUCXOJUT (XpPOMOCOMa COCTOMT M3 JBYX
XpOMAaTH]T)

WuTtepkunes KOPOTKUI MEPHUOJ] TOKOS

I'TAMETOI'EHE3 — co3peBaHue n0JIOBbIX KIIETOK

crepmarorenes —y & ¢ 13 ner (mehios) u3 | kieTku ——> 4 KIETKHU

oBoreHes —y ¢ ¢ KoHIa 3 Mecsiiia SMOPHOHATBHOTO 1 sifiexnerka

pa3BuTHs (HO MeHO03 3aBepIIaeTCs JHIIb OCTIe —7

OTLIIOIOTBOPEHUS) u3 1 KeTku 3 MOJIAPHBIX TEJbIA

~
46 xpomocoM (23 mapsl - romosior) ~35000 reHoB
22 napsl — ayrocoMsl (XX) 1 napa — nosossle (XVY)
X XpomMocoma COAECPKUT MHOTO T€HOB VY XpoMocoma reHeTH4eCKH MHEPTHA, UMeeTcs OJI0K

I'CHOB, OTBCUAIONIHX 3a & IO AOBUTOCTb, BTOPUYHELIC
ITOJIOBLIC TPU3HAKU




KiroueBbie yTBEp>KACHUS MOJIEKYISIPHOM OHOIOTUN

Besi renermueckass uH(poOpManus 3akiOueHa  sAIACpHBIX  (XpoMocoMmHBIX) Mojekynax JIHK.
WNudopmanus nepenaercsi OT OAHOTO MOKOJICHHS KICTOK K ApyroMy nocpeactsom permmkanmu JJHK

Oynkuus kinetku omnpenensercs Habopom PHK, o6pasosaBuelics Ha marpuue JHK. Monekymnbl
PHK sBnsrorcst MarpuniaMu Juis CUHTE3a OeJIKa B KIETKE

Tun xkiaeTKu onpenensieTcs crenuPruaecKkuMu OeIKaMu, KOTopast OHa TTPOYIIUPYET.

HacnenoBanue
AnepHoe reH — rpynna cuernsenus (1 xpomocoma) — reHom (23 XxpomMocoMbl)
MUTOXOHIpHANIBHOE | TUIA3MOTE€H — MOJIeKyina MuToXoHApuansHoi JJTHK — nmnazmon

TOJIBKO IO K€HCKOH JIMHUY, T.K. IHIEKIIETKA COAEPKUT MUTOXOHIPUN
Teopus CTapeHus (amnamnros)

TEOPHS pa3BUTHS OHKOJIOTHYECKUX 3a00JI€BaHUIN

HEKOTOpbI€ BUJIbI CEPICYHON HEAOCTATOYHOCTH, aTPOQUS 3pPUTEITHHOTO
HepBa

[Ipu pactmdppoBke reHoMa 4eI0BEKa BBISIBICHO

B 1 kietke 46 monekyn JJHK — o6mras nimuHa 2 metpa

B | knetke 3,3 muumapaa nap HyKJI€OTHIOB

cymMma JiuH Beex mosiekyn JJHK — paccrosinre ot 3eMiiu 10 COJIHIIa

BCEIr0 25 TBICAY I'€HOB

u3 Bcero Habopa 1,5-3% coxepkaT reHeTUYECKYI0 HH(POPMAITHIO

I'enotun

HUKAKOH 3aBHCHMOCTH MCXKIY pasMCpOM I'€HOMaA U CJIIO)KHOCTBIO OpraHn3smMa HET
HaIlIpuUMCEp y onoxu COACPKUTCA 50 TBIC. TEHOB TOJILKO JJI1 paClIO3HABAHM 3allaX0B

T€HOTHII = I'€HOM + IJIa3MOH

denoTun

Ha0Op MPU3HAKOB M CBOMCTB (I[BET IJ1a3, pOCT) Kak
pe3ysIbTaT pealn3alui FTeHOMa BO B3aMMOJICHCTBUU C OKPYXKAIOIICH Cpeson

Kapuotun

«MacnopT BUJa», HAOOP (YHCII0) XPOMOCOM, OTpakaeT MOP(OIOTHIO XPOMOCOM

YHCII0 XPOMOCOM Pa3IMYHO U HE UMEET 3HAUYCHUS [T YPOBHSI OpPraHU3alluy BHJIOB
(pax — 22, myxa apo3oduia — 4, kykypysa — 10, nanoporuux — 10000)

HYKJ'IGOTI/II[HLIC MOCJICA0BATCIIbHOCTU B TCHOMC DYKApUOT pa3H0171 CTCIICHU MTOBTOPACMOCTHU

yHUKajibHbIe — 1-3 pa3a Ha reHoM. X orpaHMueHHOE KOJUYECTBO. ITO CTPYKTYpPHBIE T€HBI, HECYIIIUE
MH(OPMAIIHIO O CTPOSHUN OETIKOBBIX MOJIEKYT — IeHbl MaTpuyHoit PHK

HHU3KOYACTOTHBIC — IIOBTOPAIOIIHUECS NCCATKH Pa3

CpCAHCHACTOTHBIC — TOBTOPAIONIUCCA COTHU U THICAYU pa3 — I'CHBI TpaHCHOpTHOﬁ PHK,

pubocomanbroit PHK

BbICOKOYACTOTHBIC — MUJIJIMOHHBIC ITIOBTOPBI — OTHOCUTCIIBHO HeOOoIbIINE OCICa0BAaTCIBHOCTHU




Tunel B3anMoAeiiCTBUA HEAIJIEILHBIX T€HOB

KommuieMeHTapHOCTh | MOSIBIEHNE HOBOTO MpHU3HAKa ((hopma rpebHs y Kyp, OKpac KOKep CriaHuers),
KakK pe3yJibTaT B3aHMOﬂeﬁCTBHﬂ JOMUHAHTHBIX HCAJIJICJIbHBIX I'CHOB

Onucras IIOJJaBJICHUE ICUCTBUS OJHOIO I'€Ha APYTrUM, HEAJUIEIIbHBIM €My I'€HOM
(MacTsp Jommazein)

[Tomumepus MHTEHCHUBHOCTD IIPU3HAKA 3aBUCUT OT YUCJIA JOMUHAHTHBIX aJUIeIIeH,
IPUCYTCTBYIOLUX B T'€HOTHUIIE (IUTMEHTALMS KOXKH Y YEJIOBEKA)

TpaHcrpeccus (OTKIOHEHHE Y TOTOMKOB OT POJUTEIBCKUX (POPM)
[0JIO’KUTEJIbHAS — B CTOPOHY YCHJIEHUS ITpU3HaKa (peOEHOK HErp)

OoTpuLaTeNIbHAs — B CTOPOHY YMEHbLIEHUS MpU3HaKa (Oelblil peOeHOK)

HacnenoBanue npusHakoB

I[OMI/IH&HTHOC T'CH CaMOCTOATCIIbHO ONPEACIACT MPOABJICHUC KOHKPETHOTO IPU3HAKA

MIPU3HAK MPOSIBIISIETCS

MOJIaBJISIET PELIECCUBHBIN

romo3urota (AA) u rerepo3urora (Aa)

00/1e3Hb BCTPEYACTCA B KAXXAOM IMOKOJICHHUU

PCHCCCI/IBHoe JJIsA TIPOSIBJICHUA ITPU3HAKA HCO6X0}II/IMO HaJIMYUE ABYX OAMHAKOBBIX 'CHOB

MIPU3HAK HE MPOSBISAETCS

romMo3urora (aa)

00J1€3Hb BCTPEUYAETCS TOJIBKO Y TOMO3UTOT

AyTOCOMHO-IOMUHAHTHBIN THIT HACJIEIOBAHUS

(beHOTI/IH IMPOABIACTCA MMOCICA0OBATCIIBHO B KAXXI0OM ITOKOJICHUHN

Y 3JI0POBBIX POAMUTENICH POXKIAIOTCS 370POBBIC ICTH

4 u Q mopaxarorcs ¢ 0JJMHAKOBOI BEPOATHOCTHIO 1:1

50% noToMCTBa MOPaKEHHOTO poaAUTeNs OyayT UMETh JaHHBINA MPU3HAK

AYTOCOMHO'pCHeCCHBHLIﬁ THII HACJICJOBaHUA

CYIIECTBYET HOCUTCIILCTBO I'CHA, HOCUTCJIb TCTECPO3UTOTCH 110 PECLICCCUBHOMY I'CHY (Aa)

YeM PEKe BCTPEUYAETCs T€H, TeM OOJIbIIIe BEPOSTHOCTh KPOBHOTO POJCTBA
25% moToMCTBa MOPAKEHHOTO POJUTENS OyIyT UMETh IaHHBINA MPU3HAK

HpOHBHeHI/Iﬂ I'CHOB

HeHeTpaHTHOCTb 9acCTOoTa IIPOSABJICHUEC I'CHA B (beHOTI/IHe

9KCHpeCCI/IBHOCTB Ppa3JINYHbIC ITPOABIICHUA ITPU3HAKA (HGCOBepmeHHLIﬁ OCTCOI'CHE3 —
MHOXCECTBCHHBIC IICPCIIOMBEI, FOJIY6BIG CKJICPHI, HGCOBCpmeHHLIﬁ
JCHTHUHOI'CHE3, OTOCKJ'ICpO3)

Momnuaiiue reHsl 0one3npb Anblreiimepa

IloaunoTeHTHOCTh NOTCHIHAJIbHAA BO3MOKHOCTb Pa3BUTHA KIICTOK B OHpG)ICJ'ICHHLIﬁ BU/J
KJIICTOK (CTBOJ'IOBLIC KJICTKHU, PAHHUC 3M6pI/IOHaJ'IBHBIC B pa3JIMYHBIC KJ'ICTKI/I)




HacnenoBanue npusHakoB

MonorenHoe IPU3HAKU KOHTPOJIMPYIOTCS | réHOMHBIM JIOKycoM: | reH = 1 npusHak
(cBOpaunBaHMe s3bIKa B TPYOOUKY, pe3yc (HakTop KpOBH, aJILONHHU3M,
axoHApOIUIA3Hs, HeHpohruOpoMaTo3)

MHO0KeCTBEHHBIH rpynma kposu — 1 (YOY0), 2A (YOYA, YAYA), 3B (YOYB, YBYB),
AJUIETIN3M 4AB (YAYB)

Ko-nmomunupoBanue coBMecTHOE (rpymma kpoBu cuctembl ABO u MN)

[Tonurennoe IPU3HAKU KOHTPOJIMPYIOTCS HECKOJIBKUMU T€HOMHBIMU JIOKYCaMH (POCT,

NUTMEHTalUs KOKH, YMCTBEHHas ClIOCOOHOCTh). OHHU JIETKO
IIOJBEPrarOTCs BO3ACHCTBHUIO OKPYKAKOLIEH CPeIbl

[InerioTpornHoe 1 reH = HECKOJIbKO IPU3HAKOB (CHHAPOM Mopdana: nayybu naublbl +
nedeKT Xpycranuka + mopoK cepra)

MynbpTr(haKkTOpHaIbHOE | MPU3HAKH BOSHUKAIOT TOJBKO MPU COYETAHUN BIUSHUS HECKOJIBKUX
TEHOB C ONpeeNeHHbIMU (DaKTOpaMU U MPOSBIISIOTCS IPU MPEBBILIEHUN

Topora mpeapacoioKEHHOCTH (paciienaa ryobl 1 Heba)

CpaBHuTeNbHAs XapaKTepUCTHKa (OPM U3MEHYMBOCTHU

HacJe/ICTBEHHAs (T€eHOTUIINYECKasl) | HEeHacleICTBEeHHas (MOIU(pUKAIIMOHHAS)
W3MEHEHHUS TEHOTHII (eHOTHI B IpeieaX HOPMbI peakIuu
BO3HUKHOBEHUE | PEKOMOMHALUS T'€HOB U MyTallUU U3MEHEHHUE YCIIOBUI OKpyXaromen
cpensbl
CBOMCTBA HaclleyroTcs HE HaCJIEAYIOTCs
3HauYEHUe JUIs M10JIE3HbIE U3MEHEHUS IPUBOJIAT K MOBBIIIAET MM CHUXKAET aJlalTaluIo K
ocobu BBKMBAHMIO, BpEIHbIE — K THOeN YCIOBHSIM CPEbI
3HauYEHUe JUIs IPUBOJAT K MOSIBIEHHIO HOBBIX CHOCOOCTBYIOT BBIXKMBAHUIO
BUJA HONYNSLUN BUIOB
POJIb B 3BOJIIOLMM | MaTepHall Ajsl €CTeCTBEHHOIO aJlanTanys OpraHu3MoB K YCIOBUAM
orbopa OKpYXarolleH cpejipl
¢dopma VHIMBUIYyaJIbHAS rpymnmnoBast

3aKOHOMEPHOCTH HEHACJIEICTBEHHOM (MOAU(PUKAIIMOHHOM) U3MEHYHBOCTHU

o0paTHMbI — U3MEHEHHE UCYe3aeT IIPU CMEHE YCIOBHM OKpYKAaroIllel cpelibl (3arap)

IPYIIOBOM XapakTep — peakuus oAHa u Ta e y Bcex (10 gen. ¢ 3arapom, 10 den. xyaeror)

HC HACJIICAYIOTCA

HOCST CTaTUCTUYECKHUIM XapaKTep — UX MOKHO BBISIBUTb

HOCAT npe,uonpe,ueﬂeHHHﬁ XapakTep

HOCAT HpI/ICHOCO6I/ITeJ'IBHHI\/’I XapaKTep: OPraHu3M MbITACTCA aJAIITUPOBATHCA K U3MCHHUBIINUMCS
YCJIOBUSAM CpCIAbL

MPOUCXOJAT B IPCACIIaX HOPMO-TPAHHUIILI

MMpeaAciI TCHECTHUYCCKU MPEAONPCACIICH — I'PAHUIA BO3HUKIIA B IIPOICCCC SBOJJIIOLUA

1 | Temnepatypa, T | aTMocdepHoOe AaBlieHue, | colepKaHue KUCIOpoaa, T colepkaHue
YTJIEKUCIIOTO Ta3a, OTCYTCTBHE CHIIBI TSKECTH — HEBECOMOCTB, 0e3 ebl — 30-40 cyTok, 6e3 Boabl — 2
CYTOK, BbICOTa Hajl ypoBHeM Mops — 3500 kwm, ynapsl cepaua B Munyty — 20 niau 300-400




HacnencrBennas (reHoTUNMYeCKas) U3MEHUYNBOCTb —
pe3ysabTaT MyTalui ¥ UX KOMOMHALNHN B OCIEAYIOMIMX OKOJIEHUIX

KomOunarusuas —
ciydaiiHasi peKOMOWHAIIMS T€HOB TIPH CIUSHUU raMeT B MOMEHT OILJIOIOTBOPCHHUS

peKOMOMHAIINS — HE3aBUCHMOE PACXOKICHNE XPOMOCOM BO BpPEMS Mei03a, KOTOPBI HOCHUT
CIIy4aiiHbIM Xapakrep

KPOCCHHTOBED — CITy4aiiHBI OOMEH yJacTKaMu XPOMOCOM IIPH MEH03e — BEPOSATHOCTH OJIMHAKOBBIX

opranu3mMoB = 0, IOTOMY Ka)K/Iblii OpraHu3M HWHIUBUYaJ€H, OTOUPAIOTCS JIULIb JIy4IlIHe
COYETaHUsI T€HOB

HacnencrBennas (reHoTHUNMYeCKasi) M3MEHUYUBOCTD —
pe3ynbTaT MyTalMi U UX KOMOWHAIIMNA B TMOCTEAYIONNX TTOKOJICHHUSIX

MyranuonHnas —
¢ uzmenennem monekyin JJHK (HemocpencTBeHHO HaclieICTBEHHOTO MaTepHana)

BHE3aITHbIE, CKAYKOOOpa3HbIe U3MEHEHHUS (Cpasy)

CTOMKHME U3MEHEHUsI HAaCcJIeICTBEHHOT0 MaTepHaa, epeaaioTcs 1o HacleACTBY (HaBceraa)

OJIMH U TOT K€ I'CH MOXET MYTHUPOBATH IIOBTOPHO

KaueCTBEHHBIC M3MEHEHUS (MEHSIETCS] CBOMCTBO OpraHn3Ma — HOBOE Ka4eCTBO)

HECOBMECTUMBIC C )KU3HBIO — JICTAJIbHbI

HEHTpaJIbHBIE — CYIIECTBEHHBIM 00pa30M HUYETO HE MEHSIOT, He OTPaXKasiCh Ha KAUeCTBE KU3HU
(Tpymma KpoBH, SI3bIK B TPYOOUKY)

HenacnenctBennas (MoaudukamonHas win GEeHOTUITHYECKAs ) HK3MEHUYHUBOCTD —
pe3yIbTAT PEaKIMU OPraHu3Ma Ha YCIIOBUS )KU3HU

0 BIUSIHUIO HA MopoJioruuecKas — pocT, Bec

OpraHu3M (du3nosornyeckas — TeMreparypa, 4acToTa JIbIXaHus, cepleOneHue,
TIOBEJICHHE

10 pa3Maxy HOPMBI | y3KHE — Ka4eCTBEHHbBIE

peaKiuu IIUPOKHE — KOJUYECTBEHHBIE (00JIbIIIE, MEHBIIIE)

0 JUTUTENFHOCTH | HA MPOTSDKEHUU | MOKOJIeHUs
Ha MPOTSHKEHUU HECKOJIBKUX MOKOJIEHHH (TOrpaHnYHbIC)

1o MOP(}O3bI — HEHACIIECTBEHHbIE N3MEHEHUS, KOTOPhIE YEIOBEK MOIy4aeT B
MIPOUCXOXKIACHUIO | MIPOLIECCE CBOEH KHU3HEACITETbHOCTH WM MO/ BIMSIHUEM 3KCTPEMAaJIbHBIX
CUTyarui (0Xor, OTMOPOKEHUS, IIPaMBbl, aINIEHAUIIUT, TATYUPOBKA)

(I)GHOKOHI/II/I — 4aCTO CXO0XH C HACJICACTBCHHBIMHA 38.60J'I€B8.HI/I$IMI/I, HO Oe3

(BpO)K,[[eHHLIC HCHACJICACTBCHHBIC aHOMaJ'II/II/I) — [IpUcMm 6epeMeHHBIMI/I

0e3 KOHEYHOCTEH, TOKCOILIa3MO3.

HapymeHud reHeTUICCKOro arapara. 9710 cOou B 3M6pI/IOHaJ'H:>HOM Pa3sBUTHHU

npenapata «Tamunomuny (I'epmanus) B 60 rogax — 10000 gereit poaunucs

I'pynmer myranui

T'CHHBIC

XpOMOCOMHBIC (I/ISMCHCHI/IC CTPYKTYPBI XpOMOCOM)

T'CHOMHBIC (I/I3MCHCHI/IC quciia XpOMOCOM)

OUTOIINIa3MaTUYCCKUC (I/ISMCHCHI/ISI HCANCPHBIX TeHOB)
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CymmapHas 9acToTa HacleACTBEHHBIX 3a00neBannii — 3,5-5,4%

monorennsie — 0,4-1,5%

xpomocomusie — 0,5-0,7%

BPOXIEHHBIE IOPOKHU pazButus — 1,9-2,2%

mynbTH(akTopuaisabie — 0,7-1,0%

Knaccudukanus HacieqcTBEHHBIX 3a00aeBanuii Misanosa B.1. (2006)

MOHOTEHHBIE (MEHJICIIUPYIOIINE) — BBI3BIBAIOTCS MyTaluei 1 rena

XPOMOCOMHBIE — U3MEHEHUE YUCIIA U CTPYKTYPhI XPOMOCOM

MYJIbTU(AKTOPHATIbHBIE — TIOJUT€HHBIE

MUTOXOHAPHUATIbHBIC 6OJI€3HI/I, 0oJe3Hn HUMIIPUHTHHT A

IFCHCTUYCCKAasA HCCOBMECTUMOCTb MAaTCPHU U IIJ10Ja

MynbTrdakTopuanbHble 3a00J€BaHH

IICUXHUYCCKHUEC U HepBHI)Ie mnso@peHm{, SIMUJICIICH S, MaHHaKaﬂBHO-}IereCCI/IBHLIfl IICHUXO03,

3a00JIeBaHUS paccestTHHBINA CKIIEPO3

coMaTHYeCcKue 00Ie3HH rcopuas, OpoHXHaabHas aCTMa, I3BEHHAsT 00JIC3HB Kelyaka u 12

CpeIHero Bo3pacra MIEPCTHOM KUIIIKH, HIIIEMHYecKast 00JIe3Hb Ceplia,
TUTIEPTOHUYECKas: 00JIE3Hb, THAOCT

BPO’KJICHHbIE TOPOKHU Pa3BUTHS

B nacrosimee BpeMst n3BecTHO 0K0JI0 30 ThIC. HACIEACTBEHHBIX OOJIE3HEH, JIEYCHUE KOTOPHIX
MPaKTUYECKU HEBO3MOXKHO. JIJIsl BCeX HACIIEICTBEHHBIX 3a00JIeBaHUI XapaKTEepHO:

HaAJIMYKE MyTalni

IpOorpCaIuCHTHOCTD

XPOHUYECKUI XapaKTep

BOBJICUCHHOCTH B ITATOJIOTHYECKIHN IpoueCcC MHOT'UX OPraHoB U CUCTEM

CEMEWHBIN XapakTep

CHeHI/I(bI/I‘ICCKI/Ie CHUMIITOMBI

PE3UCTCHTHOCTD K JICUCHUIO

HaJIM4YHUC CPOKOB MaHI/Iq)eCTaI_II/II/I

BPOKJICHHBIN XapakTep 3a00sieBaHus (OT POKACHUS O CTAPOCTH)

TepaTorennsie (hakTOpsl

AJIKOT'OJIb, HAPKOTUKHU

paauanus

XUMHWYCCKHEC BCIICCTBA

JICKApCTBCHHBIC CPCACTBA

BUpYC TpHIIa (Ja)ke BaKIUHAIMS), BUPYC KPACHYXH, ITITOMETaJIOBUPYC

TOKCOIIJIa3MO3

I'eraTur, CI/I(I)I/IJ'II/IC
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I'EHHBIE 3AFOJIEBAHU A

MoJIeKyJsipHble n3MeHeHus JJHK — MyTaHTHBIN amiesib — maToJIorus

MOHOTEHHbIE (O/IMH I'€H) MOJIUT€HHbIE (HECKOJIBKO T€HOB)
60s1e3H1 0OMeHa MOJICKYJISIpHBIE O0JIE3HH
(eHUITKETOHYPHSI, BPOXKIACHHBINA THIIOTEPHO3, reMarJioOMHONaTHH (TajlaceMusl), MIMTMEHTHAsI
aJIpeHOTCHUTAIIBHBI CHHPOM, TaJJaKTO3EMUS, KcepoaepMa (HapylIeHne CHCTEMBI perapanun
MYKOBHCIIE/103, HelipoduOpomMaros, ans0uHu3M | YD noBpexIeHU)

I'EHHBIE 3AFOJIEBAHU A

AyTOCOMHO-JOMHUHAHTHBIE Helpopudpomaros (6ose3Hsr PexnmuHrxaysena),
MUOTOHHUYECKast qucTodusi, petuHoOmacroma (13
Xxpomocoma), xopesi 'enTuHrrona, cuaapom Mopdana

AyTOCOMHO-PELIECCUBHBIE HapyIIEHNUs aMUHOKUCIIOTHOTO OOMEHA - (PEHUJIKETOHYPHSI
HapyLIEHUs YIJIEBOJHOTO 0OMEHa — rajlakTo3eMHus
HapyIIeHUs JUIUAHOTO oOMeHa — 6ome3Hb Tes-Cakca
HapylleHus ooMeHa (heHunaraHuHa — albOUHU3M
HapylIeHUs 0OMeHa — BP0 KIEHHBIH TUIIOTUPEO3,
aHJAPOTEHUTAIBHBIN CUHIPOM, MYKOBHUCIIH/IO3

CuermieHHbIE ¢ X-XpOMOCOMOU porpeccupyonias MbliedyHas quctpodus JromenHa
BUTaMHH D-pe3uCTeHTHBIN paxuT

MuToXoHIpuaabHO-TEHHBIE cunzpoM IIupcona
Heriponatus Jlebepa

XPOMOCOMHBIE 3ABOJIEBAHIA

['eHOMHBIE — YUKCIO XPOMOCOM XPpOMOCOMHBIE — CTPYKTypa XpOMOCOM

HauboJee YacThli UCXO/1 — CIIOHTaHHbIE a00pThI (15% OepemeHHoCTei)
HaOmoMaroTcs TobKo y 0,3-0,5% >KMBOPOKICHHBIX
Ba)KHEHIIIME MPUYUHBI YMCTBEHHBIX U COMAaTUYECKUX AePEKTOB

O6mme npusnakn XPOMOCOMHbBIX 3AFOJIEBAHUM

yeM OOJIbIIIE XpPOMOCOMHOTI'O MaTepuajia yrpau€Ho Ujinu an/Io6peTeHo, TEM CUJIBHEC OTKIIOHCHUS B
Pa3BHUTHUHU, TEM PAHBIIC OHU IIPOABJIAOTCA

KIIMHUYCCKUC IIPOABJICHUS OAHHUX U TCX KC q)OpM XPpOMOCOMHBIX a6eppau1/n71 CUJIbHO BApPBbUPYIOT
— OT JICTAJIbHOI'O Bq)(l)eKTa J10 HE3HAYUTEIbHBIX OTKIOHEHUM

YMCTBCHHAA OTCTAJIOCTDb

IpeHaTaJibHasd WU MOCTHATAJIbHAA 3a/ICPKKa pa3BUTUS

AHOMAJIM MHOTHUX OPraHHbIX CUCTCM

aHOMAJIMH YEIIOCTHO-JIUIIEBOM o0OacTu

aHOMaJIMH CKEJICTa

aHOMaJIMHu CCpI[C‘-IHO-COCY,Z[PICTOﬁ CHUCTCMBI

aHOMAaJIMHU MOYEMNOJI0BOM CUCTEMBI
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XPOMOCOMHBIE 3ABOJIEBAHUA

MOHOCOMHUSI 2yTOCOM, TIOJIOBBIX XpOMOCOM y & — YO He COBMECTHMA C KM3HBIO
MOHOCOMHS TOJIOBBIX XpoMocoM ¥ @ — XO cunapom Illeperreckoro-Tepuepa

Tpucomus — curpom Jayna 21 XXX (nepemenienue, TpaHCIOKALUSI XPOMOCOM)
TpucoMus — cujipoM Ilatay 13XXX (paciienuHsl 2-X CTOPOHHUE)
TpucoMHUs — cuHIpoM DaBapaca 18XXX (MUKporeHus, MajJeHbKUN poT)

MTOJINCOMMS 10 TIOJIOBOM XpoMocome — XXV curnpoMm KieitHdenbsrepa

HApYIIEHUE CTPYKTYPBhI XpPOMOCOM — KOPOTKOE IIeH0 5 X — CUHAPOM «KOIIAYbEro KPUKa»

MOJIMIIIIOUIUS. BMECTO 68 —69 XpOMOCOM — HE COBMECTHMA C KU3HBIO

3a6OJ'ICBaHI/I$I, CIHCINICHHBIC C IMOJIOM — I'CH HE MOKECT NEPEAaBaThbCsA OT OTLIA K ChIHY

X-CIeTJIeHHbIE | BCe A0YepU OOJIBHOIO OTIIA MOJYyYaloT X-CIEIJIEHHbIN TOMUHAHTHBIN FeH
JIOMMHAHTHBIE | TIPU3HAK NPosBiseTcs B 2 paza yame y @ (2X), uem y & (1X)
(ButamuH D-pe3ucTeHTHBIN paxuT)

X-clerieHHble | Bce Jo4YepH O0JIBHOTO OTIIA MOTYYaroT X-CIETJICHHBIN PEIIECCUBHBIN T'eH
perieccuBHbIE (6obHBIE OTIIBI YEPE3 ToUepeil nepenaroT 3a00JI€BaHNs BHYKaM)
NPH3HAK TIPOSBIISAETCA TOPA3I0 Yame y 3, uemy 9

(remodunus, MmplieyHast fuctpogus JlromenHa, 1albTOHU3M)

3a0osieBaHMsl, CLEIUICHHBIE C TIOJIOM — PE3Yy/IbTaT IEPBUYHOTO HEPACXOKACHUS X

XXX —ugem 1 X, TeM 1 OTKJIIOHEHUH — AeopManus yepena, OTCYTCTBUE 3yOOB, YMCTBEHHAs
OTCTaJIOCh

XYY —uem 1V, TeM | OTKIOHEHHH — U3MEHEHHS Y ) TOJNBKO HAa TOPMOHAILHOM YPOBHE, CHMIITOM
«CKaHJIMHABCKUX TIOPbM», arpECCUBHOCTD

XO — cungpom Illepemesckoro-TepHepa — MaleHbKUE §, MPHU3EMHUCTBIE, IOYTH OTCYTCTBYET IIIes,
HU3KOIOCAKEHHBIE YIIIW, HHTEJJIEKTyalbHOE pa3BUTHE OJIU3KO K HOpMe, OECIIOTHBI

YO — norubarot erie B ’3MOPHOHATILHOM MEPHOJIE

XXV — cungpom Knaitndpensrepa - &, ¢ 1T OTKIOHEHUSAMH [0 HOJOBOTO CO3PEBAHMS OHU HE BUJIHEL
KOHomm acteHukH, BHICOKHE, XyAbIE «MOJEIIN, MOJIOYHBIC JKeJe3bl PAa3BUTHI, OECILIOIHBI

Hepenko naciencTBeHHasi IaTOIOTHsI MPOSIBIISIETCS CBOCOOPAa3HBIM BHEIIHUM BUIOM MAlMEHTOB.
OcobenHoctu (heHOTHIIA — MUKPOTIPU3HAKU:

paspes rias3

LIMPOKOE PACCTOSIHUE MEXKY 3padyKaMu

THUIICPTPUXO3

JJIMHHBIC IMaJIbIIbI

0COOEHHOCTH KOXHOTO PUCYHKA JIaJI0HEH

((KO(I)GI‘;IHBIC IIATCHA» Ha KOXC

«HACCUYKM» HAa MOYKaxX yXa

HU3KUKU POCT BOJIOC HA 3aTBIJIKEC

JuacTteMa

BBICOKOE HEDO
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Tpucomus — cunapom Jayna 21XXX

CHUMIITOMBI YIJIOLIEHHOE JIMLIO
YEeTI0CTHO-JINIEBO 00macTu MOHTOJIOUJHBIN pa3pes Iia3, KOCOraasue
AMUKAHT

KOPOTKHI HOC

IUPOKaA IJIOCKasd IMEpCHOCUIIA

POT HOJIYOTKPBIT

MaKpOTJIOCCHSI, BRICYHYTBIN YTOJIICHHBIA OOPO3a4aThIi SI3bIK

reorpauuecKuil 31K

CHUCTCMHas TuIIoIIa3us

MaJieHbKHe 1e(hOpMHUPOBaHHBIE YIIIH

pa3z00JITaHHOCTh CYCTaBOB

Tpucomus — curapowm Ilaray 13XXX

CUMIITOMBI BBIpaXCHHAs1 MUKpoTiedaus, TpUroHoehamus

YeJIFOCTHO-INUIIEBON 00J1acTH AHOMAJIMH TJIa3HOTO SI0JI0Ka

OJIHO- JIByXCTOPOHHHE PACIICIIMHBI BEPXHEH I'yObI

OJIHO- IBYXCTOPOHHHE pacllleJINHbI BepXHel Heba

T'€MaHT'HOMBI Ha KOJXXEC JIMIa

MOBEIIICHHAs THOKOCTh CyCTaBOB

HENPaBUJILHO c(POPMHUPOBAHHBIE U HU3KOPACIIOIOKEHHBIE YIIIH

Tpucomus — cunapom IaBapaca 18XXX

CHUMIITOMBI qycpen MaHeHBKHﬁ, CIaBJICH C60Ky, 3aTblJIOYHAA 4aCTb BBITAHYTA

YeFOCTHO-IULIEBON 00J1acTH 7100 MaJIeHbKUHA

TJIa3HBIC HICIIN Y3KUEC

MaKpOCTOMMUA

OIIUKAHT

MUKPOI'CHUSA

BBICOKOE HEDO

pacuiennHa Heba

HCIIPpAaBHUIIBHO C(l)OpMI/IpOBaHHBIe N HU3KOPACIIOJIOKCHHBIC YIIIN

KOPOTKaA Iics

CI/IH,Z[pOM «KOIIAaYbECTO KpHUKa» - KOPOTKOC IIJICHO 5 XpOMOCOMBI

CHUMIITOMBI KpYIJI0€ JIUIO C TUIICPTCIIOPHU3MOM
YeIIFOCTHO-IUIIEBOM o0Oactu AHTUMOHI'OJIOMJHBIC T'JIa3HBIC IICIN
KOCOIjaa3uec
OIIMKAaHT

IIJIOCKasdA CIIMHKa HOCa

YMEHBIICHHBIH 000POI0K

I[C(I)OpMI/IpOBaHHLIC 1 HU3KOIIOCA)KCHHBIC YIIIN

KOpOTKas ey
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Cunnpom Nonpaenxapa. OKylnoaypuKoiIoBepTeOpaibHas AUCILUIA3HS

CHUMIITOMBI
YEJIFOCTHO-JIUILIEBON 001aCTH

XapaKTEPHU3yeTCs] OJTHOCTOPOHHUM MOPAKEHUEM

THUIIOIIJIAa3uA MBIIIIL] JIMI[A

TUIOIUIA3Usl HUJKHEN U BEPXHEN YEITI0CTEN

MaKpOCTOMUS

OTKPBITBIN IIPUKYC

apKOBHJHOE HEOO

pacuienTuHbl HeOa, s3pIIKa

HapyLUICHUE PACIOJIOKEHUS 3y00B

KOJIOOOMBI BEPXHETO BEKa

NTO3, MUKPO(TaIbM, KOCOTIa3ue

nedopMaIuy yITHbIX PAKOBUH

aHOMaJIUU CpCAHCTO yXa, rryxoTa

Cunapom nomkoi (pparunpHoit) X-xpomocomsl - napanokc lllepmana

CUMIITOMBI
YeJIFOCTHO-INLIEBON 00J1acTH

YIUTMHEHHOE y3KO0€ JIUIO

BBICOKH BBICTYNAIOMIHI 100

nepuopOuTaIbHasi THIEPIUTrMEHTALNS

TOHKHH NIVMHHBINA HOC

TUIEPIUIa3us HIKHEN YEIIIOCTU C MPOTeHUen

MPSMON MPUKYC

YBCIMYCHHBIC HCHTPAJIBHBIC HUXKHUC PC3LbL

auacreéMa, TpEMbI

BBICOKO€ TOTHYECKOE HEOO

IMOACIU3HUCTBIC PACIICIINHBL HeOa

Pa3saBOCHHUE A3bIYKa

TOJICTBIC TyOBI

HEIIPAaBUJIBHO C(bOpMI/IpOBaHHI)IC M HU3KOPACIIOJIOKCHHBIC YIIIN

Cunnpom @pandeckerT. HrokHEUenrOCTHON AMacTO3

CHUMIITOMBI
YCJIOCTHO -HHHGBOﬁ obnactu

IMOPAKCHUC JIMLIa HOCUT OI[HOCTOpOHHI/Iﬁ XapakKTep

MaKpOCTOMMUA

“OTHYbE JUI0”

OTKPBITBINA PUKYC

THUIIOIIIIAa3us BerHefI YCIICTHU

BBICOKOE HE0O0

HEAOPA3BUTHEC CKYJIOBBIX KOCTEeH

PYAUMCHTAPHBIC 3y6LI

HCOOPA3BUTHC YeIoCTen

PACHICIUICHUC HeOa

HEOOPA3BUTHUC YIHIHBIX PAKOBHUH
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Cunpapowm IIsepa PoGena

CHUMIITOMBI
YEJIFOCTHO-JIUILIEBON 001aCTH

pacuienuHa HeOa

BBIPA)KCHHOE HEJIOPA3BUTHE HIKHEN YEIIIOCTH

«BalaJJCHUuC» A3bIKa

Y HOBOPOXXACHHBIX U I'PYAHBIX I[eTeﬁ HAapyYIICHUEC OAbIXaHUs
(0OCTPYKTHBHOE AITHO?) W TJIOTaHUs

Cunnpom Kpy3oHa, ayToCOMHO-TOMUHAHTHBIN TUIT HACTEA0OBAHUS

CHUMIITOMBI
YeJIFOCTHO-IUIIEBON 00J1acTH

npencz[eBpeMeHHHﬁ CHUHOCTO3 YCPCIHBIX BOB -THIICPTCIOPU3IM

9K30(TaATBEM

Hapy)KHOE KOCOTJIa3ue

KITFOBOBUTHBIN HOC (TaK HA3bIBAEMBIM «KJTIOB TOITYTas»)

TUIIOIUIA3Usl BEPXHEU YETFOCTH

KOpOTKasi BEpXHsisi ry0da

MuoToHnYecKast JII/ICTpO(l)I/Iﬂ - aYTOCOMHO-}IOMHHaHTHBIﬁ THUII HACJICTOBaAHUA

CUMIITOMBI
YeIFOCTHO-IULIEBON 00J1acTH

aTpodus IMIEBON MYCKYIATyphl — «U3MYUYE€HHOE JTUII0»

BBICOKOE HEDO

IM3apTpust

KOHTPAKTYPbI

MHOTOHHYECKHUE CUHAPOMBI MPOSBIISIIOTCS B 16-20 et

Butamun D-pe3ucTeHTHBIN paxuT - X- CHEIUICHHBIN JOMUHAHTHBIN THIT HACJICIOBAHUS

CHUMIITOMBI
YEJIFOCTHO-JIUIIEBON 001aCTH

THUIIOIIIIa3HuH ITIOCTOSAHHBIX 3Y6OB

paciMpeHue myJIblIoBOM KaMephbl

rpyOBIi pUCYHOK TpaOeKy

noBbIIEHHOE o011ee coaepxkanne Ca B ckelleTe, HOpMaJlbHOE
conepkanue Ca B KpOBU

BBIpa)KCHHLIfI 001eBOM CUHAPOM B KOCTAX U MbIIIIAX

BpO)I(,[[GHHLIfI TunoTupeOo3 — aYTOCOMHO'peI_IeCCI/IBHHﬁ THUII HACJICOOBaHUA

CHUMIITOMBI
YeJIFOCTHO-IUIIEBOH O Oactu

IMPOTrHATHU3M

HIAPOKOC JINILIO

KOPOTKUI HOC

IIUPOKasd 3allaBias IEPEeHOCULlA

YTOJ'IH_[eHHI:Jﬁ SA3BIK HC IMMOMECINACTCS BO PTY

MO3AHCC MMPOPE3bIBAHUC 3y60B
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POoO~NOOTE,WNE

11

0.

(I)OH}I OICHOYHBLIX CPEACTB
KommiekT BOITPOCOB /IJIl KOJUIOKBHYMa

. Knerounsrii mukia. Murto3

. Metio3, ero Timsl 1 (a3sl

. ameTorenes: oBoreHes u criepMaToreHes

. MoHOrHOpHTHOE CKpEIIUBaHUEC

. lluronornyeckue OCHOBBI paclICIUIEHUs, JOMUHAHTHOCTh U PELIECCUBHOCTD
. IlonsiTue aymienu3ma, TOMO- U T€TEPO3UTOTHOCTU

. T'en, reHotwu, GheHOTHIT

. JurnOpumHoe CKpelruBaHue

. TpurubpuaHOE CKpEeIUBaHIE

Turbsl B3aUMOJEHCTBYSI aJlJIeNIbHBIX T€HOB. PelUnpokHoe, BO3BpaTHOE, aHAIM3UPYIOIIEE CKPEIIMBAHUE
. MHOXECTBEHHBIN aJlJIEIN3M
12.
13.
14.
15.
16.
17.
18.
19.
20.
21.
22.
23.
24.
25.
26.
27.
28.
29.
30.
31.
32.
33.
34.
35.
36.
37.
38.
39.
40.
41,
42.
43.
44,
45,
46.
47,
48.
49,
50.
51.
52.
53.
54,
55.
56.
57.
58.
59.
60.

HacnenoBanue npu B3auMoJeHCTBIM HealJIeIbHBIX T€HOB
Onpenenenue nona. HacnenoBaHue MpU3HAKOB CLEIUIEHHBIX TTOJIOM
3aKoH cluerieHust reHoB. KpoccHHToBep U ero 3HaueHue
Jlokanuzanus reHa. ['eneTnyeckue KapThbl

XpoMOocOMHas TEOpHsl HACIEACTBEHHOCTH

HuTonnasmMatuyeckas HacIEACTBEHHOCTh

WzmenunBocth. Knaccudukanms 13MeHINBOCTH

Krnaccudukaums myraunii. 3HaueHre MyTalliOHHOW H3MEHYHUBOCTH
I'enomuble MmyTanuu. [lonumnonaus.

XPpOMOCOMHBIE NIEPECTPOUKHU. BHYTpU- U MEXXPOMOCOMHBIE IEPECTPONKHU
Aneyrutonus. JKU3HECIIOCOOHOCTh U TUIOJIOBUTOCTh Y aHEYIUTONUI0B
MoaupukaimoHHass K3MECHYHUBOCTb.

AHanu3 CTpyKTYpHI I'eHa.

I'enetnueckas opranuzanus JJHK. I'eHeTnueckuii Kox u ero cBoWcTBa
Knaccudukanms HacnencTBeHHbIX Ooe3Hel

MyTalum KaK 3THOJIOTHYECKUH (aKTOp HACIECTBEHHBIX OOJe3HEeH
BpoxaeHHble IOPOKU pa3BUTHS

KiuHuKo-reHeasornueckuii MeTos IMarHOCTHKY HACIeICTBEHHBIX O0Ie3HeH
Kiuandecknue 0co0eHHOCTH NPOSIBIICHHUS HACIEICTBEHHBIX OOse3HeH
I'paduyeckoe n3o0paxeHre poaOCIOBHON. AHAIN3 POJOCIOBHOM
['eHeanornueckuii aHANN3 NP MOHOT'€HHBIX 3200JIEBaAHMIX
AyTOCOMHO-ZJOMHHAHTHBIH TUIT HACJIEJOBAaHUS
AyTOCOMHO-PELIECCUBHBIN THIT HACIIEIOBAHUS

X-CIeTUIeHHBIN THI HacJIeI0BaHUs

Y-crieruIeHHBIN THUI HacJleI0BaHUs

MuroxoHapuanbHas HaclIeACTBEHHOCTD

I'eneanornueckuii aHaIU3 U MYJIBTA(HAKTOPHATIBHBIX 3a00IEBaHUSIX
I'pynna pucka npu XpoMOCOMHOM IAaTOJIOTMHU

I'pynma prcka npu MOHOTE€HHBIX OOJE3HAX

I'pyrma pucka npu MyabTH)AKTOPHATEHBIX OOJIE3HSIX

Orronorus u KiaccupuKaims XpOMOCOMHBIX OOJe3Hel

[TaTorenes u KIMHIMYECKIE OCOOEHHOCTH XPOMOCOMHBIX OOJIe3HEeH
Knuanyeckas xapakTepucTHKa XpOMOCOMHBIX Ooe3He
AyTOCOMHBIE CHHAPOMBI

CuHIPOMBI YaCTUYIHBIX aHCYIIIOUIUI

CHHIPOM «KOIIaYBETO KPUKa»

AHOMAJHH TTOJIOBBIX XPOMOCOM

MHUKpOIMTOT €HETHIECKUE CHHPOMBI

KnuHnueckne acnekTsl U3ydeHusi TeHOMa YelloBeKa

I'eneTnueckuii UMIPUHTHHT

Knaccudukarms MeHAeTMpYOIIeH MaTOIOT N

Hacnencrsennsie 6one3nn oOMeHa

CuHIPOMBI MHOJKECTBEHHBIX BPOXKJICHHBIX TTOPOKOB Pa3BUTHUS

OOmmas xapaKkTepuCTHKa MOHOTEHHOH TTaTOIOT UK

Kimanueckas xapakTepUCTHKA 9aCcTO BCTPEYAOUIEiics MOHOT€HHOM ATONOTHH
DEHUIKETOHYpUS

BpoxeHHbII THIOTHPEO3

AJIpeHOr€HUTaIbHBIA CUHIPOM

lNamakTozemus
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61. MykoBuCIHI03

62. Hetipodubpomaros

63. Muoronm4eckast AUCTPOPUs

64. Iporpeccupyromiast MbIIIEYHast AUCTPOPHS

65. CHHIPOM YMCTBEHHOW OTCTAJIOCTH C JIOMKOW X-XpOMOCOMOH

66. buoxumuyeckre METo/Ibl AMATHOCTUKYA MOHOT€HHOW TaTOJIOTUH

67. MonexkynspHO-TeHEeTHIEeCKUE METO/Ibl IMarHOCTUKHA MOHOTEHHOH ITaTOJIOTHH

68. Hanbonee pacnpocTpaHeHHbIE HO30J0TH4YeCKUe (POPMBI MYIbTU(PAKTOPHAIBHBIX OOJIe3HEH
69. O0mye 1 yacTHBIE MEXaHU3MBbI PEATN3aIU HACIIEICTBEHHON PEPACIIONOKEHHOCTH

70. DkoreneTn4eckue OONE3HH

Kputepuu onieHkH BOIIpocoB i KOJUIOKBUYMa

Onenka

Iloka3aTenn

OTJINYHO

OOHapy)KHUBAIOTCS BCECTOPOHHEE, CHCTEMAaTHYEeCKOC W TJIyOOKOE 3HAHHE Yy4eOHOro
Marepuana, YCBOEHHE OCHOBHOW JIMTEpaTyphbl M 3HAKOMBIM C JIOMOJIHUTEIHHOM,
PEKOMEHIOBAaHHOM TSI TOATOTOBKH K KOJIJIOKBUYMY. Y CTaBJ€Ha B3aUMOCBSI3b OCHOBHBIX
TOHATHIA NUCIUIUIMHBI B WX 3HAUCHWU JUIsI TpUoOpeTacMoi MpoQecchu, MpPOsIBICHBI
TBOPYECKHE CIOCOOHOCTH B TIOHUMAaHHWH, H3JIOKEHHH U HCIOIh30BAHUU Y4eOHO-
MIPOrpaMMHOr0 MaTepuaa.

Xopouio

OOHapykuBaeTcsi TONHOC 3HaHME y4eOHOro MaTepHuana, YABOGHHE OCHOBHOM
JUTEPATyphl, PEKOMCHIOBAHHOW K KOJIOKBHYMY. YCTAHOBJICH CHCTEMATHYCCKHUI
XapakTep 3HAHUH 110 JUCHUIUINHE U CHOCO6HOCTB K UX CaMOCTOATEIBHOMY IOIIOJIHEHUIO
U OOHOBJIEHHIO B XO/€ JalbHeWIedl y4eOHOH paboThl W MpodecCHOHATbHON
JIeATENHLHOCTH.

YV 10BIIETBOPUTEIIEHO

OOHapyxuBaercsi 3HaHue y4eOHOro Marepuaiga B o0beMe, HEOOXOIUMOM  JUIst
ﬂaﬂbHeﬁUjeFO OCBOCHUSA JUCHUIIIIMHBI, 3HAaKOMCTBO C OCHOBHOI HMTepaTypoﬁ.
JlonmyckaroTcs MOrpemHoCTH.

HeynosnerBopurenbsHo

OOHapyKMBAIOTCSl CYIIECTBEHHBIE MPOOENBI B 3HAHUSAX OCHOBHOTO y4eOHOro Martepuala,
MMEIOTCSI IPMHIMIHAJIbHbIE OIIMOKH IPH OTBETE Ha BOIPOCHL.
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KoMILIEKT TeCTOBBIX 3aJaHUH

1. 'enernka u3yqaer:

WMHIIMBHIyaJIbHOE pa3BUTHE 0CO0eH
3aKOHOMEPHOCTHU HACJIEJCTBEHHOCTU
3aKOHOMEPHOCTH U3MEHYMBOCTH
CTpOeHHUE U (PYHKIIMU OPTaHU3MOB
BO3HUKHOBEHUE KU3HU Ha 3eMJIe

2. AnnenpHble TeHbl.

PACIIOIOKEHBI B OJHUX M TCX KE JIOKYCaX T'OMOJOTHYIHBIX XpOMOCOM
PACIIOIOKEHEBI B pa3JIMYHBIX JIOKYCAX TOMOJOI'MIHBIX XpPOMOCOM
PACIIOIOKEHBI B pa3JIMYHbIX TOMOJIOTUYHBIX XpOMOCOMAx
ONpeaACIAOT PA3BUTUC OAMHAKOBBIX IIPU3HAKOB

ONpEACIAOT PA3BUTUEC PA3HBIX IPU3HAKOB

3. HeaytenbHble reHsl:

PACIIOIOKEHBI B OJHUX M TCX KE JIOKYCaX TOMOJIOTHYHBIX XpOMOCOM
PACIIOIOKEHBI B pa3JIMYHBIX JIOKYCaAX TOMOJOI'MYHBIX XPOMOCOM
PAaCIOIOKEHBI B HETOMOJIOIT'MYHBIX XpOMOCOMax

ONpeaACIA0T PAa3BUTUEC OAMHAKOBBIX ITPU3HAKOB

HC OJIMH M3 Ha3BaHHBIX

4, B rOMO3UIOTHOM COCTOSHUU:

AJUICJTIBHBIC I'€HBI B TOMOJIOTMYHBIX XpOMOCOMAaXx OJIMHAKOBBLIC

AJUICJTIBHBIC I'CHBI PACIIOJIOXKEHBI B PA3JIMYHBIX T'OMOJIOIT'MYHBIX XpOMOCOMax
AJUICJTIBHBIC I'€HBI B TOMOJIOTMYHBIX XpOMOCOMAaxX pa3JIM4YHbIC

AJUICJTIBHBIC I'CHBI OTBCYAIOT 3a PA3BUTUE Pa3HbIX IIPU3HAKOB

AJUICJTIBHBIC I'CHBI OTBCYAIOT 3a PAa3BUTUEC OJHOI'O U TOI'O XKE€ IPU3HAKaA

5. B reTepo3UroTHOM COCTOSIHUM:

AJIJICJIbHBIC I'€HBI OTBEYAIOT 3a Pa3BUTUEC aJIbTCPHATUBHBIX IPU3HAKOB
AJIJICJIBHBIC T€HBI OTBEYAIOT 3a PAa3BUTUEC OJHOI'O U TOI'O K€ IPHU3HAKa
AJIJICJIBHBIC T€HBI B TOMOJIOT'MYHBIX XpPOMOCOMaX pa3jINnIHbIC

AJIJICJIBHBIC T'€HBI B TOMOJIOTMYHBIX XpPOMOCOMAaX OAUHAKOBBIC

AJIJICJIBHBIC T'€HBI PACIIOJIOKEHBI B PA3JIMYHBIX I'OMOJIOTUYHBIX XPOMOCOMax

6. Jlomunupoanwue:

IIPU3HAK, KOTOPBbIM B T€TEPO3UIOTE MOJABISAET ICHCTBUE AlIbTEPHATUBHON aJlIEIN
NIPU3HAK, HE NPOSBIIAIOLINN CBOE IEHCTBUE B TE€TEPO3UTOTE

MIPU3HAK, [TPOSBILIONIUICS B IEPBOM NTOKOJICHUU

MIPU3HAK, [TPOSBIIIOLIUNCS TOJIBKO B TOMO3UTOTHOM COCTOSTHUN
MIPOMEXYTOUYHBIHM MPU3HAK, IPOSBIIIOLIUICS B T€TEPO3UTOTHOM COCTOSHUM

7. HaciencTBEHHOCTB:

criocob nepenayn HacJaeACTBEHHON HH(OopMaIy, KOTOPBI MOXET U3MEHSATHCS B 3aBUCHMOCTH OT (pOPMEI
Pa3MHOXKEHUS

ob1iee CBOMCTBO, KOTOPOE OJJMHAKOBO MPOSIBIISIETCS Y BCEX OPTaHU3MOB, 00YCIIaBIMBACT XPaHEHHUE U PENPOIYKIIHIO
HacJeCTBEHHON MH(OPMAaLUH, 00ECTIEYNBACT IPEEMCTBEHHOCTh MEKAY MOKOJICHUSIMH

MHIMBHUIYaJIbHOE pa3BUTHE 0COOEH, B OCHOBE KOTOPOTO JIEXKHT peaau3alys HacleICTBEHHOW HH(OpMauH
M3MEHEHHE HACJIEICTBEHHBIX 331aTKOB, a TAKXKE BapHaOEIbHOCT UX MPOSIBIICHHUS B MPOLIECCE Pa3BUTHS OPraHU3MOB
NIpY B3aUMOJICHCTBUU C BHELLIHEHN Cpeaon

TIEPHOJI CYIIECTBOBAHUS KJIETKH, OT OAHOTO JICJICHHS J0 CIEYIOLIETO

8. MI3MeHYHBOCTE:

CTIoco0 mepenadn HaciaeICTBeHHOW HH(POPMAIINH, KOTOPBI MOXKET H3MEHATHCA B 3aBHCUMOCTH OT (hOPMBI
Pa3MHOXCHUS

o011Iee CBOMCTBO, KOTOPOE OIMHAKOBO TPOSIBIIIETCS Y BCEX OPTaHU3MOB, OO YCIOBIMBAET XPaHEHUE U PEIPOIYKIHIO
HACIIEICTBEHHOH HH(OpMAaIHH, 00eCIIeUnBaeT MPEEMCTBEHHOCTh MEXKTY MOKOICHUSIMHI

WHIWBUAYAIBHOE Pa3BUTHE 0COOEH, B OCHOBE KOTOPOTO JICKHUT peain3alisl HacIeICTBeHHON HHPOPMAIUU
M3MEHEHHE HACJIEICTBCHHBIX 3aaTKOB, a TAKKE BApHaOCITbHOCTh MX MPOSBICHHS B TIPOIIECCE PA3BUTHS OPTaHU3MOB
MIpU B3aUMOJICUCTBUY C BHEILIHEN Cpeon

9. IIpouecc KPOCCHHTOBEpa HAOIIOIACTCS TIPH:

10.

MUTO3€
aMHuTO3¢
Meiose
30T OHUH
ameiiose
Penapanus:
o0ecIieunBaeT IMOCTOSHCTBO XPOMOCOM
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obecniedrBaeT LENOCTHOCTH cTpyKTyphl JJHK
COXpaHsieT YHUKAJILHOCTh TeHA
obecnieurBaeT KOMOMHATHBHYIO H3MEHYNBOCTD
obecnieunBaeT CTaOMILHOCTH CYOMHKPOCKOITMYECKON CTPYKTYpBI T€HETHYECKOT0 MaTepHaa
11. ®enotwr:
JUTUTOMIHBIA HA0Op XpOMOCOM, XapaKTEepU3YIOIINICS NX YUCIIOM, BETMYNHON U GopMoit
COBOKYITHOCTb BHEIITHUX W BHYTPEHHHX IPU3HAKOB OpPTraHu3Ma
COBOKYITHOCTb BCEX HACJIEJCTBEHHBIX (DaKTOPOB
COBOKYITHOCTb BCEX T€HOB ITOJYYE€HHBIX OT POAUTEIEeH
COBOKYITHOCTb BCEX IPH3HAKOB U CBOWCTB OpTaHH3Ma
12. I'enorum:
COBOKYITHOCTb BCEX T€HOB, ITOJTYUYEHHBIX OT POIUTENEH
COBOKYITHOCTb BHEIITHUX W BHYTPEHHHX IPU3HAKOB OpPTraHU3Ma
COBOKYITHOCTh BCEX HACJIEICTBEHHBIX (DaKTOpOB
COBOKYITHOCTb BCEX IPH3HAKOB U CBOWCTB OpraHU3Ma
JUTUTOMIHBIA HA0Op XpPOMOCOM, XapaKTepU3YIOIIUIICS UX YUCIIOM, BETUYNHON U PopMoit
13. AyTrocoMHBIe TPYIIIBI CHETIICHUS:
20
21
22
23
24
14. OcHoBa coBpeMeHHO# KiIaccH(UKAIMU XPOMOCOM
HMHTCHCUBHOCTb OKpalllMBaHUA
XapakxTep MoNepeyHol HCUEPUEHHOCTH MU AU PepeHIIaNbHON OKpacKe
pasmep M pacrojoKeHHe IIEHTPOMEPHI
JUTMHA TIIeY XPOMOCOM
HE Ha3BaHa
15. I'enernueckuii npouecc, 00eCneYnBaroIInii KU3HECTIOCOOHOCTh U COXpaHEHHEe BUJIA!
MyTalusl
penyIuIuKanus
penapanust
TPaHCKPHIILHS
TepMHHALNSA
16. CTaOHIbHOCTD TEHOTHIA 00ECIIEYNBALCTCS
cucremoit penaparwu JJTHK
IyOIMMpOBaHHOCTBIO CTPYKTYPHBIX 3JIEMEHTOB T€HOTHUIIA
MOTYKOHCEPBAaTUBHBIM XapakTepoM pexyruinkanuu JJHK
MaTPUYHBIM IPHHIUIIOM OHOCHHTE3a
ajanraiyeil opraHu3Ma K (pakropam BHELIHEH Cpejibl
17. YcToituMBOCTh T€HETHUECKOT0 MaTepualia 00ecreunBaeTcs:
JUTUTOMIHBIM Ha0OpPOM XPOMOCOM
nBoiHOM cnipansio PHK
BBIPOXKJICHHOCTBIO TEHETHYECKOT 0 KOzia
MIOBTOPOM HEKOTOPBIX TCHOB
YHUKQJIBHOCTBIO T€HOB
18. Cnonrannsie n3menenus B JTHK:
penapanust
penyruIuKanus
MyTanus
TPAHCKPHUITIINSA
TPAHCIISINSA
19. Amnorrro3s:
3arporpaMMHpOBaHHAs THOETh KIETOK
THOEIb KIETOK ITOCIIE 0KOTra
ruOesb KJIETOK MOCIIE TPABMBI OPTaHOB
pe3yNbTaT Cylpeccun
(uznonormueckas rudeNb KIETOK
20. YcnoBust cOXpaHEHHS TOCTOSTHCTBA T€HOB B TTOITYIISIIINN
OTCYTCTBHE KPOCCHHIOBEpa
OTCYTCTBHE CIIApUBAHHUN
OTCYTCTBHE MUTPALIN
OTCYTCTBHE €CTECTBEHHOTO 0TOOpa



OTCYTCTBHE CBETa
21. ®a3bl OMIOAOTBOPCHUS:
WHAKTHBAIIUK TaMeT
COMMKEHUsI raMeT
AKTUBALUH SIACKITCTKH
aKTHBAIMY CIIEpMaTO30H 12
CITUSIHUSI TaMeT (CHHTaMUst)
22. B ¢popMupoBaHUY HEPBHOW TPYOKH Ba)KHOE 3HAUCHUE UMEET:
MUTpaIus
arornTo3
nponud epanus
TOTHITIOTEHTHOCTb
00IlIa3MaTHYECKas Cerperawust
23. JleranbHble MyTalHH:
CHM)KAIOT JKM3HECTIOCOOHOCTh OpraHu3Ma
NPUBOJISAT K THOEIH TUI0Ja BO BpeMsl SMOPHOHAIBHOT'O Pa3BUTHS
BO3HHUKAIOT MO/1 BIMSHUEM MPUPOIHBIX (haKTOPOB M O€3 yuacTus yeloBeKa
BO3HHUKAIOT B PE3yJIbTaTe CIICIMAIBLHOIO BO3/ICHCTBUS HA OPIaHU3M MYyTareHHbIX (PaKTOpOB
BO3HHUKAIOT TOJILKO B COMaTHYECKHX KIJIETKaX OpraHu3Ma
24. TIpuuuHbBI TEHOMHBIX MYTaIHA:
BBIITAICHUE U IIOTEPA ITap HYKICOTHAOB
3aMeHa ¥ BCTaBKa Map HYKJICOTH/IOB
XPOMOCOMHBIE NIEPECTPONKH
CABUT paMKH CUHUTbIBAHUSA
W3MEHEHHE YHCIIa XPOMOCOM BCIIEACTBHE HEMPABUIILHOTO PACXOXK/ICHHS MX B ITPOLIECCEe MUTO3a WK Meio3a
25. Vcrionp30BaHne KOHIIEHIIMY MEH/IETM3Ma B TEHETHKE YeJI0BeKa HauaJloCh:
c cepenunbl XIX Beka (I'. Mennens; B.M. ®nopunnckuii; ®. 'anbToH)
c xonna XIX Beka (A. Beficman; A.A. OcTpoyMOB)
¢ Hayasa XX Beka (mepeoTkpriTie 3akoHoB ['. Menmens)
B 1910-1920 rr. (T.X. Mopran XxpoMOCOMHasi TEOpHs HACIEICTBEHHOCTH)
B 1940-1950 rr. (oTkpbITHE HHPOPMAIIMOHHOHN ponu u cTpyKTypbl JTHK)
26. OCHOBOIOJIOKHUK KIMHUYECKOH TeHeTHKH B Poccuu:
H.K. Konpos
A.C. CepebpoBckuii
C.H. laBunenkoB
H.B. Tumodee-PecoBckuii
H.I1. IyOounun
27. TonoxxeHns: XpOMOCOMHOMN TEOPHH:
TeHbI HAXOIATCSA B XPOMOCOMaX, KaKAasi XpOMOcoMa IPEeNICTaBIIsAeT cOOOH TPYIILY CLEIUICHUS TeHOB, YHCIIO TPYIII
CLETUIEHHS PaBHO TAIUIOMIHOMY Ha0OpY XpOMOCOM
XPOMOCOMBI COCTOSIT M3 XPOMAaTHI, XpOMaTHIa U3 XPOMOHEM, XPOMOHEMAa U3 MUKPOQUOPHILT
Ka)XXIbIid TeH B XpOMOCOME UMEET JIOKYC, TeHbI PACIIOJIOKEHBI B IMHEHHOM HOPSIIIKE
MEK/Ty TOMOJIOTHYHBIMH XPOMOCOMaMHU HE POMCXOIHUT KPOCCHHIOBED
paccTosHHE MEXIY TeéHaMH B XpOMOCOME MPOIOPLIHOHAIBHO MPOLEHTY KPOCCHHIOBEPA MEXIY HUMH
28. Ocobu OTHOTO MMOKOJICHUST PACIIONATAIOTCS:
10 TOPU30HTAIH
OecropsIIogHO
B TIOPSIZIKE POXKIAEMOCTH CIIeBa HAIIPABO
B TIOPSIZIKE POXKIAEMOCTH CIIpaBa HAJICBO
10 BEPTHKAIN
29. Jletit OJIHO¥ POTUTENHCKON TAPHI:
poOaHabI
TOMO3HTOTHI
Cynpyru
CHOCEHI
ponmuTtenu
30. [Ipu3HaK MUTOXOHIPUATILHOTO THIIA HACIIEIOBAHHS:
CBIH HUKOT/]a HE HacJeayeT MTaTOJIOrHi0 0TI
BCe 109epr OOIBHOTO OTIA OONBHBI
TOBBIILICHHAS] YACTOTa KPOBHOPOJICTBEHHBIX OPaKoB
BCE JIeTH OONBbHON MaTepH OOJIBHBI
MPEUMYILECTBEHHOE TTOPAKEHHE JIUIl MYXKCKOI'O 110J1a
31. HacnenoBaHue CILIEIUIEHHOE C IIOJIOM:



32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

001IIast IIBETOBAS CIICIIOTA

reMoQ U

IIBET BOJIOC

TIIyXoTa

I[BET IJ1a3

HacnenoBanue cremieHHOe ¢ ITOJIoM:

LBET IJ1a3

JTAJTETOHU3M

TIIyXoTa

reMo U

LIBET BOJIOC

[Ipu3HAKK MUTOXOHIPHATIBHOTO TUITA HACIICTOBAHMS

0oJe3Hb NepeaeTCsi TONBKO OT MaTepu

3a00JIcBaHUE OJMHAKOBO YaCTO BCTPEYACTCS Y MY)KUHH U JKCHIIUH
OOJIbHBIC KCHIIUHBI TIepeaatoT 3a0oneBanue 50% nereit

BCE JICTH OOJIBHBIX OTIIOB 3/IOPOBBI

HE Ha3BaHO

HacnenctBeHHast OTATOIICHHOCTb !

HAKOIUICHHBIC B TIPOIIECCE IBOJIOIMH MATOJIOTHICCKHE MYyTallud
BHOBb BO3HHKAIOIIUE MYTAIIUH B COMaTHIECKUX KIIECTKAaX

BHOBb BO3HUKAIOIIIUEC MyTaLII/II/I B IIOJIOBBIX KJIETKaXx
pacrpocTpaHEeHHOCTh HACIEACTBEHHBIX OOJe3Hel

HE Ha3BaHO

HacnencrBeHnHbie 3a001eBaHuUs

rurnepIijiasus rnmo4YKu

KOHTaKTHBIA IEpPMaTUT

aZICHTUA

SHIAEMUYECKHUI 300

acKapuIo3

UYucino kiuHuYeckux (opM HACIIECCTBEHHBIX 3a00IeBaHUI:

1o 3000

4000-4500

6000-10 000

80 000-100000

o 1000

YacToTa HacleICTBeHHBIX 3a00JIEBaHUI CPEId HOBOPOXK ICHHBIX :
5-5,5%

3-3,5%

9-10%

0,1-1,0%

0,1%

Jomst HacITeACTBEHHBIX 3a00IeBaHUM Cpeau MPUYUH CMEpTH aeTer | roxa:
50%

70%

25%

5%

1%

Hacnencreennsie 3a001eBaHNs TOSBUIINCE:

B CBSI3H C YMEHBIIICHHEM HH(D)EKITNMOHHON 3a001eBaeMOCTH

B CBSI3W C YIYYIICHHEM YCIOBHAN KU3HHA U METUIIMHCKON TIOMOIITH

B MPOLIECCE IBOITIONNOHHOTO (JOPMHUPOBAHNS YeTIOBEKa KaK OMOIOTMIECKOr0 BHIA

B IIPOIIECCE COMMATBHOTO (POPMUPOBAHHS YETOBEUECKOTr0 00IIECTBA

HE Ha3BaHO

HacnencTBeHHON MaTOJIOTUN CBOMCTBEHHEI:

paHHSI MaHU(ecTa KIMHAYECKAX MPOSBICHUN

0CTpOE TEUYCHUE

BOBJIEUEHHOCTD B MAaTOJIOTMYECKUI MPOIIECC MHOTUX OPTaHOB U CHCTEM
MPOrPEIUEHTHOE TEUEHUE

PE3UCTEHTHOCTD K TEPANUU

IIposiBieHUs HACIEACTBEHHON MATOJIOIHHU:

MIPOSIBJICHUE TeHA WIIA CHMIITOMOB 3a00JIEBaHUSI Y POJACTBEHHUKOB
BOBJICUEHHOCTb B MATOJIOTMUECKUI NPOIECC HECKOIBKUX OPraHOB U CUCTEM
MaHHU(eCTaIys, CTPOTO OIPEeIICHHAs BO BpEMEHU
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42.

43.

44,

45.

46.

47.

48.

49.

50.

51.

BOBJICUCHHOCTH B MATOJIOTUYECKHIA TPOIECC OHON CHCTEMBI
HE Ha3BaHO

BpoxIeHHbBIC TOPOKU PA3BHUTHS:

3a0oneBaHus1, 00YCIIOBJICHHBIE MYTAIHEH TEHOB

3a00JeBaHuUs, POSBIISIONIMECS HA 1-M rojly )KU3HU peOeHKa
3a00eBaHus, MPOSIBISIONINECS TIPU POXKIECHUN

3a00JeBaHUs, He IOJIAIONIHUEC JICUSHUIO

HE Ha3BaHO

BpoxeHHbBIC TTOPOKU PA3BUTHS:

KOMOWHATHBHbIC

KOHCTPYKTHUBHBIC

W30JIMPOBaHHBIE

CMeEIIaHHbIe

CHCTEMHbIE

BpoxeHHbBIe TTOPOKU PA3BUTHS:

CIIO)KHBIE

MHOXECTBEHHbBIE

HPOCTHIE

W30JIMPOBAHHbBIE

CHCTEMHbIE

MHOXeCcTBEHHbIE BPOXKICHHBIC ITOPOKU paSBI/ITI/ISI:
BPOJXKCHHAs paclienHa ryobl u Heba

BPOXKACHHAs paciieinHa Fy6I)I U NNOJIUJAKTUIINS

nedeKThl MeXIPEICepAHON U MEeXIKENyT0UYKOBOMH EPErOPOAKA
MUKpoledanus 1 KocoIarnocTh

MUKpO(pTaTbMHUs U aHO(PTAITEMUS

MHOXeCcTBEHHBIE BPOXKACHHBIC ITOPOKU paSBI/ITI/IH:
BPOXKCHHAS PACIIEIMH a ryObl U MUKpO(dTaibMust
BPOXKCHHAs paciienHa ryobl u Heba

BPOXJICHHAS paclleNiHa I'yObl U MOTHIAKTHINSL

KOCOJIAIIOCTh U INIOCKOCTOIHE

KOCOJIAIIOCTh U IIOPOKH CepALa

XpOMOCOMHBIE ITATOJIOTUH 00YCIIOBJICHBI:

TeHHBIMH MYTalUsAMH

XPOMOCOMHBIMHU MYTAIHIMH

TeHOMHBIMH MyTallUsIMU

M3MEHEHUSMHU MEXTEeHHBIX Y4acTKoB cTpyKTypsl JJHK
WU3MEHEHMSMH YUCIIa ¥ CTPYKTYPhI XpOMOCOM

IIpuzHaku X-CUEMIEHHOr0 PELIECCUBHOIO TUIIA HACJIEAOBAHHUS
3a0oseBaHue HAOIIOIACTCSI IPEUMYIIIECTBEHHO Y MYKUHH

Bce (PeHOTHIMYECKH HOPMAaJIbHBIE JOUePH OONBbHBIX MYKUYHH SBISIOTCS HOCUTEIbHULIAMH
00bHBIE MY)KYMHBI IEPEAIOT TATOJIOTHYECKYIO aJIENb CBIHOBBSAM B 50%
CBIHOBBSI KEHIIMHBI-HOCUTENBHHULBI OYyT OOIBHBI C BEpOSTHOCTHIO 50%
HE Ha3BaHO

CrenneHHO ¢ X-XpOMOCOMO HACTIEIYIOTCS JOMUHAHTHBIE IPH3HAKH:
TIOJTUIAKTAITUST

reMopuIusI

JaJbTOHU3M

THUITOIIIA3Us IMaJH 3yOO0B

BUTAMHH PE3UCTCHTHBIN PaXUT

[pu3Haky ayToCOMHO — JOMUHAHTHOT'O THIIA HACIICIOBAHUS:

pomuteny OONBHOTO pedeHKa (PEeHOTUITUIECKHU 37J0POBBI, HO aHAJIOTHYHOE 3a00JIeBaHIE BCTPEJaeTCs Y CHOCOB

mpobaHaa

ChIH HUKOI/Ia HEe HAcJeayeT 3a00eBaHue OT OTIa

3a00JIeBaHKE BCTPEUACTCS OIMHAKOBO YaCTO Y MYXKUYHH M KCHIIUH
3a00sIeBaHKE MEPENACTCs OT POAUTENCH K JICTAM B KAXKIOM MOKOJICHUN
HE Ha3BaHO

XpPOMOCOMHBIE TIATOJIOTUH TIPOSBIISIFOTCS .

MHOYKECTBEHHBIMU TIPU3HAKAMU TUCMOp(OreHe3a

BPOXICHHBIMH ITOPOKAMH PA3BUTHS

OTCTaBaHHWEM B YMCTBEHHOM Pa3BUTHHU

HEOOBIYHBIM IIBETOM M 3aI1aXOM MOYH

HE Ha3BaHO



52. T'eHHBIC TATONIOTHH KIACCH(UITUPYIOTCS Ha OCHOBE:
BO3PACTHBIX XapaKTEPUCTHK
MIPEUMYIL[ECTBEHHOT'O TIOPa’KEHHS OIPE/ICIIEHHBIX CUCTEM U OpPT'aHOB
THIIA HACIICIOBAHUS
XapakTepa MyTaluu
HE Ha3BaHO
53. I'eHHbIE MaTONOTHH O0YCIIOBIICHBI:
norepei yyacTka XpOMOCOMBI
JOYIUTMKANUeH 9acTH XPOMOCOMBI
ToTepeii IByX TeHOB U OoJee
MyTaled 0HOro reHa
HE Ha3BaHO
54. Dtnonornueckue HakTOpbl MOHOTCHHOH MTATOIOTHH:
MEPEHOC y4acTKa OJJHOM XpOMOCOMBI Ha JAPYTYIO
u3MeHeHue cTpyktyps! JJHK
B3aUMOJICHCTBIE T€HETHUECKHUX U CPEOBBIX (pakTOpOB
MyTallus TCHOB
JeTenys, TyIUIUKaIHs, TPAHCIOKAIUs Y4aCTKOB XpOMOCOM
55. MOHOTreHHBbIE MTAaTOJIOTHH MO TUITY HACIIEOBAHUsI KJIacCH(PUIUPYIOTCS Ha:
NeHETPAHTHbIC
9KCIIPECCHBHBIE
ayTOCOMHO-JOMHWHAHTHBIC
ayTOCOMHO-PELIECCUBHBIE
ayTOCOMHO-JOMHWHAHTHBIC C HEIIOJIHBIM JOMUHHUPOBaHUEM
56. PacnipocTpaHeHHOCTh MOHOT€HHOW MAaTOJIOTUH CUUTACTCS BHICOKOM:
1:100
1:5000
1:10 000
1:20 000
1:50 000
57. Kinunnueckuit mojauMoppu3mM MOHOT€HHOM NaTOJIOI MU 00YCIIOBIICH:
JeficTBHEM MYTAHTHBIX ajuleniell Ha poHe pa3IuYHbIX TeHOTUIIOB
HOJIWJIOKYCHOM W/WJTH MOJNHAIUICIBHON IeTepMUHALUEH KIMHUYECKOW KapTHHBI O0JIe3HN
Ppa3JIMYHOM 4acTOTOM I'€HOB B NONYJISLIUU
OJIM3KOPOICTBEHHBIM OpaKoM
JefiCTBHEM TepaTOreHHBIX (haKTOpOB
58. MynbTudakTopuanbHas HaToJIOTHsL:
MH(EKINOHHBIE
aJIMMEHTapHbIe
THIIepTOHMYECKast 00JIe3Hb
sI3BeHHas1 0OJIe3Hb
nozarpa
59. MynbTudakTopuanbHas HaToIOTHsL:
reMO(HINS, TaJaCCeMHUs, CEPIIOBUIHO-KIETOUHASI aHEMUS
BPOJK/ICHHBIE IOPOKHU Cep/lIa, IT0YeK, TradparMaibHast Ipbhka
30 PeHNs, SMUIIETICHS, MAaHHAKAIbHO-IEIPECCUBHBINA TICHX03
PaK *Keyaka, pak MOLKETyI0YHON JKeTe3bl
HE Ha3BaHO
60. It MynbTH()AKTOPHATBHBIX MATOIOTUIH XapaKTEPHO:
pasnuuus OONBHBIX I10 TIOTY U BO3PACTY
IIUPOKUIN CHEKTP KIIMHUYECKUX MPOSBIECHUI
MEHJENUPYIOIUN XapaKTep
TOMYJISIIMOHHBIE PA3JIMYKs B YACTOTE
HE Ha3BaHO
61. Prck pa3BHUTHS MYIIBTH()AKTOPUATIBHON NMATOIOTHMH TOBBIIIAOT:
aHAJOrM4Hast 00JIe3Hb Y KPOBHBIX POACTBEHHUKOB
TeTepO3UTOTHOCTH 10 ayTOCOMHO-PELIECCUBHOI O0Ne3HI
BpeAHbIC (haKTOPHI OKPYKAFOLICH CpeIbl
0O0IIBIIIOE YUCTIO IETEH B CEMbE
HE Ha3BaHO
62. MynbTH(paKTOpHATEHO-00YCIOBICHHYIO IPEIPACIION0KEHHOCTh HMEIOT:
mm3odpeHns
uieMudeckas 0oJe3Hb cepana



sI3BEHHAst 00JIE3Hb JIBEHAIATUIIEPCTHON KUIIKU
raJlaKTO3EMHUS
HE Ha3BaHO
63. B rpymity HOBBIIIIEHHOTO PUCKA [0 MYJIbTH()AKTOPHATEHOMN MATOMIOTHH OTHOCST Ha OCHOBAHUH:
TFeHEeATOTHIECKUX JaHHBIX
HMMYHOJIOTHYECKUX U OMOXUMHYECKUX TTOKa3aTenei
TSOKECTH 3a00J1€BaHMS
PE3yNIbTATOB IATONEHETHYECKOTO UCCIIEIOBAHMUS

HE Ha3BaHO
IIpaBwiIbHBIE OTBETHI HA TECTOBLIE 3aJaHUS
1-2,3 8-4 15-3 22-1,3 29-4 36-2 43-3,5 50-3,4 57-1,2
2-1,4 9-3 16-1,2,4 23-2 30-4 37-1 44-2,45 51-1,2,3 58-3,4,5
3-2,3 10-2,5 17-1,3,4 24-5 31-1,2 38-3 45-2,4 52-2,3 59-2,3,4
4-15 11-2,5 18-3 25-3 32-2,4 39-3 46-1,3,5 53-4 60-1,2,4
5-1,3 12-1,3 19-15 26-3 33-1,2,4 40-1,3,45 | 47-2,3,4 54-2,4 61-1,3
6-1,3 13-3 20-3,4 27-1,3,5 34-1,3 41-1,2 48-1,2,4 55-3,4,5 62-1,2,3
7-2 14-2,3,4 21-2,3,5 28-1,3 35-3 42-3 49-4,5 56-1,2,3 63-1,2
Kpurepuu olieHKH TeCTOBBIX 3aJaHUI
Orenka IToka3aTenn

OTJIUYHO «3aYTCHO HabOpaHo 90% u Gonee

X0po1Io «3a4TEHO» HabpaHo ot 80% 1o 89%

Y IOBIIETBOPUTEIHHO «HE 3aUTEHO» HabpaHo ot 70% 1o 79%

HeynoBiIeTBOPUTENBHO «HE 3aYTCHOY» HaOpaHo meHee 70%
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