NabopaTopHana reHeTMKa

Hucmpykuyus: evidepume 00un npasuivbHulil omeem

ITo ayTocoMHO-peniecCHBHOMY THITY
HACJIeYHOTCS:

ITo ayTOCOMHO-IOMUHAHTHOMY THILY
HACJIeYIOTCS:

Eciin oquH u3 cynpyros umeer rpyunmy
KpPOBH A, a ipyroii B, T0 y HUX MOryT
POXKIATHCS 1eTH ¢ rpynmnoi kposu: 1) 0; 2)
A; 3) B; 4) AB.

PeneccuBHOi, cuenieHHoi ¢ X-XpoMoCoOMOH,
aHomaJmei siBiasiercs: 1) remoduius; 2)
NnporpeccuBHasi MbllieYHasi AUcTOo(us
Jromena; 3) HEAOCTATOYHOCTDb IJIHOK030-6-
docharaeruaporenasni; 4) CHHAPOM
XanTepa.

AYTOCOMHO-peliecCHBHOE HacJleJ0BaHue
XapaKTepPHO ISl BCeX MepeYHCIeHHbIX
HACJIeICTBEHHBIX 3200/1eBaHUIl, Kpome:

H o= W o

H o= ®m o

DT I - - = I ]

H o= %" o

BpoxaeHnbie mopoku cepia
Dnuiencuu

[TunopocTtenos

Cewmeitnas smMmdpu3zema Jerkux
DEeHUITIKETOHYPHS

[u3odpeHus
Onunerncus
T'unocmamus
Arenes3ns mouek
AXoHJporiazus

[IpaBunbHbIii oTBET 1 U 2
[IpaBuibHbIl OoTBET 2 U 3
IIpaBunbHbIl OoTBET 3 1 4
[IpaBuibHbIi oTBET 2, 3 1 4
[IpaBunbhsblii oTBeT 1, 2,3 1 4

[IpaBunbHbIM OTBET 1 M 2
[IpaBuibHbI OTBET 2 1 3
[IpaBunbHbI OTBET 3 U 4
[IpaBunbHbI OTBET 2, 3 1 4
[IpaBuneHbl oTBeT 1, 2,3 1 4

Jlelinmuo3a
Xopeu ['enTuHrTOHA
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C X-xpomMocoMoii cuernJieH rex:

MyTanum —3710: 1) ”3MeHeHue
M0CJIe0BATEJIbHOCTH HYKJI€OTH/I0B BHYTPH
reHa (reHoB); 2) U3MeHeHHe YHCJIa
XpoMoOcoM; 3) u3MeHEeHHEe CTPYKTYPbI
XpPOMOCOMBI (XpoMocoMm); 4) eIMHUYHbIE
CJIy4au ayTOCOMHO-pPeleCCUBHbIX
3a0oJieBaHMIi B IOTOMCTBe OT Opaka AByX
310POBBIX CYNIPYIOB.

BoabmmHCTBO HAC/IeACTBEHHBIX
HapylIeHuil MeTad0JIn3Ma 00yC/I0BIEHO:

SBieHne, NIpu KOTOPOM (pparMeHT OAHOM
XPOMOCOMBI NIPHCOEANHACTCH K
NMOBPEKICHHOMY KOHILY APYI0il, HOCUT
Ha3BaHHeE:
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Cunpgpoma Jloypenca-MyHa-bapne-buis

DEeHUIKETOHYpUHU
CeprnoBUIHO-KJIETOYHON aHEMUU

AJIpEHOT€HUTATILHOTO CUHIpOMA
I'emodummu A

Cunnpoma Knaitadensrepa
Cungpowma lllepemeBckoro-TepHepa
CuHapoMa reMopparuyecKkoit
TEJIEAHTHOAKTU3UU

[IpaBunbHbIii oTBET 1 U 2
[IpaBuibHbIi OoTBET 2 U 3
[IpaBuibHbIi oTBET 1 1 3
[IpaBuibHblii oTBeT 1,2 11 3
[IpaBunbHbIl oTBET 1, 2,3 1 4

JloMHMHAHTHBEIMH T€HAMHU
PeneccuBHBIMU reHAMU
[uTommazmMaTuuecKkol HacaEACTBEHHOCTHIO

XpOMOCOMHLIMI/I TPUCOMUAMU

[Muneprmoguu
Terpammoauu
Jeneuuu
WNuBepcun
Tpancinokauuu
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SBeHMe, IPH KOTOPOM NMPONCXOAUT
Pa3pbIB XpPOMOCOMBI B IBYX MeCTax U
nocJjenymwiee coeJHHeHHe 3TOr0
¢dparmenTa, Ho ¢ moBopoTom Ha 180
rpaaycoB, HOCUT Ha3BaHUe:

a [amnonmun
0 Terpamnoguu
B [enmenuu
r HMuBepcun
a Tpancinokauuu
I'ennast myTanus — 310: 1) 3aMeHa 0IHOTO
WIN HecKoJbKUX HyKJIeoTnaoB JHK; 2)
Aesenus (BbINaJieHue) OHOT0 MU
HECKOJIbKHX HYKJIE€OTHI0B; 3) MHHCEPUHSs
(BCTaBKa) OJHOT0 MJIH HECKOJIBKHX
HYKJICOTH/I0B; 4) IepecTaHOBKA
HYKJICOTH/I0B BHYTPH r'eHa.
a [lpaBuibHblii oTBeT 1
0 IlpaBuibHbI OTBET 2
B [lpaBmibHbINA OTBET 3
r IlpaBunbHblil oTBET 4
n IlpaBunbHbiii otBeT 1, 2, 3 1 4
B kauecTBe BEeKTOPHBIX MOJIEKYJI
reHeTH4YeCKOM HHKeHePUH MOTyT ObITh
HCII0JIb30BAHbI BCE NMePeYnCIeHHbIC
CTPYKTYPBI, 32 HCKJIIOYCHUEM:
a VYMmepeHHbIX OakTepruodaron
0 BupyneHtHbix 6akreprodaron
B ®axropa ¢peprunbHocTH (F-dakrop)
r daxTopa pe3UCTEHTHOCTH K
anTuOakTepuaabHbIM arentam (P-daxrtop)
MyasTH(paKkTOpHaIbLHASA NPUPOJA U3BECTHA
NpH cJeayruux 3adonesanusax: 1) pak
JKeJyIKa; 2) caxapHblii 1uader; 3) sizBa 12-
TH NePCTHOM KUIIKU; 4) mm30(peHus.
a [lIpaBunbHsbIl OoTBeT 1
0 IlpaBmibHbIN OTBET 2
B IIpaBuiibHBI OTBET 3
r IlpaBunbHbI oTBET 4
n IlpaBunbHbl oTBeT 1, 2,3 1 4

IIpu onpenesieHNH 3UrOTHOCTH OJIM3HELIOB
HauboJ/iee TOYeH:
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IIpencraBiienne 00 HHTEHCUBHOCTH
MYTAIMOHHOTO MPoIecca B MOMYJISIUH
MOKeT 1aTh: 1) monyJasiiuOHHO-
CTATUCTUHYECKHUIT MeTO/1; 2)

reHeaJOrn4ecKuii MeTo1; 3) MoJIeKyJIsIPHO-

reHeTHYeCKHUii MeTo/1.

JJ1Sl reHeTU4YeCKOro U30J11Ta XapaKTepPHbI:
1) cpaBHHUTEIBHO MOCTOSAHHBIE YACTOTHI

ajule/ieid 1 TeHOTHIOB; 2) BLICOKAsI YaCTOTA

POACTBEHHBIX OpPaKkoB; 3) MoCTeNEeHHbIH
POCT /10JI1 TOMO3UIOT.

[Apeii¢ reHoB cBsI3aH:

OCHOBHOM 0CO0CHHOCTHIO TeHETHYECKOH
CTPYKTYPHI H30/IITOB SIBJISIETCS:

IIpu KyJILTUBHPOBAHMH B IPUCYTCTBUM
®I'A (puToreMarrIlOTHHUHA) 1EJISATCS
cjeayonme KJIeTKH KPOBH:
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TTonmmcuMITOMaTHYSCKUM METOT

AHanu3 rpymnmsl KpoBU

Amnanuz nepMaToraupuKu

AHanm3 BBICOKO BapruaOeIbHBIX MapKEPOB
JITHK

Tect 1o nmepecajake KOxXu

[IpaBunbHBIN OTBET 1
[IpaBuibHBII OTBET 2
[IpaBuibHbIN OTBET 3
[IpaBuibHblii oTBeT 1,2 11 3

[IpaBunbHbIf OTBET 1
[IpaBuibHBIN OTBET 2
[IpaBunbHbIN OTBET 3
[IpaBunbHbI OTBET 2 1 3
[IpaBuibHbIii oTBeT 1,2 11 3

C ypoBHEM MyTallMOHHOTO Tpoliecca

C ypoBHeM oTOOpa

Co cryyaiiHBIM pacripe/ieIeHHeM IeHOB B
MOMYJIALMHA MAJIOTO pa3zMepa

C HapymieHneM TaHMHUKCUU

YBenuueHue JA0JIU TCTCPO3UTOT
VBenuuenue JOJIN JOMHHAHTHBIX
TOMO3HUI'OT

VBenuuenue J0JIN p€UCCCHUBHBIX TOMO3UT'OT
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Meii03 1 MUTO3 OTJIMYAKOTCH APYT OT Apyra:
1) peaykumeii Ynciaa XxpoMocom; 2)
0COOEHHOCTSIMH peIuTuKanuu; 3)
nepekoMOMHAaNMell reHeTHYeCKOro
martepuaJa; 4) mopgoJiorueii Xxpomocom.

HNuBepcus — 3708

Jenenust — 3to:

K cTpyKTYypHBIM HecOaTaHCHPOBAHHBIM
nepecTpoiikaM XpoMOCOM OTHOCSITCS BCe
nepe4yncjaeHHbIe, KpoMe:

Tpanciaokanus — 3T10:
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MOHOIIUTEI
OPUTPOLIUTHI
Heiirpodums
JlumponuTe

[IpaBuibHbI OTBET 1
[IpaBuibHBIN OTBET 2
[IpaBuibHbIM OTBET 3
[IpaBunbHbIl OTBET 4
[IpaBunbHueblit otBeT 1, 2,3 1 4

YTpaTta reHeTU4eCKOro Marepuasia B OTHOM
IIJI€9€ XPOMOCOMBI

YTpaTta reHeTU4eCKOro Marepuaia B AByX
IJ1e49ax XpOMOCOMBI

IlepemelieHue reHETUYECKOrO MaTeprana
BHYTPH OJJTHOM XpOMOCOMBI

OOMeH reHeTUYECKHM MaTepHaioM MEXTY
JBYMsI XpOMOCOMaMH

IIepemenieHne reHETUUECKOrO MaTepuana
OJIHOM XpOMOCOMBI Ha JPYTYIO
IIepemenieHne reHETUYECKOrO0 MaTepuana
BHYTPH OJJTHOM XpOMOCOMBI

YTpara XpOMOCOMHOH 4acTH
TE€HETUYECKOr0 MaTepuaa

Po0OepTCOHOBCKUX TpaHCIOKALUHT 1
VHBEPCHI

Jeneuui

KonpreBsix xpomocoM
Hymnkanui

N3oxpomocom

[lepemenienue reHETUUECKOTO MaTepurana
BHYTPH OJHON XPOMOCOMBI
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Kuerka ¢ ox1HOM 0TCYTCTBYIOIIEH WJIN OTHOM
JIMIIHEH XPOMOCOMOii HA3bIBAETCSH:

Yucjo XPOMOCOM B raMeTe 4€J10BCKa:

IIpu ananu3e MeTaa3HbIX MJIACTUHOK
Hai1eHo 9 KJIeTOK ¢ HOPMAJIbLHBIM
kapuotunom 46,XX, a Tak:ke 1Be ¢
TpUCcOMHUeii 21 XpomMocoMBbl.
I{uTOoreHeTHYECKH 3TO COCTOSTHHE
TPaKTyeTCsl KaK:

Teabue bappa sy4iue Bcero BUAHO B KJIeTKe
HA CTaAUM:

Xpomocombl 3ykapuot coctodat u3: 1) JHK;
2) PHK; 3) rucTtoHoBbIX 0€JIKOB; 4)
HErHCTOHOBBIX 0€JIKOB.
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[lepemenienue reHETUUECKOTO MaTepuana
OJIHOM XpOMOCOMBI Ha JPYTYIO
Y aBoeHHE KaKoro-1rbo JIOKyca XpOMOCOMBI

JunnongHoi
T"anmonmaon
AHEYIIOuTHOU
3uroroi
I'ameroit

JunnougHoe
AHeyIiouiHoe
IonunnounmaOE
T"anmonHoe
TerpamtongHoe

Hopmanbnslii kKaproTuIn

Moszanuusm

Tpucomus no 21 xpomocome

Heo6x0a1Mo0 MpoBeCTH HUTOT€HETHYECKOE
oOcrenoBaHUE poaUTEIeH

Heo0OxonuMo yBenMUYUTh YHUCIIO
aHAJM3UPYEMbIX MeTa(a3HbIX MIIACTUHOK, a
TaKXe MPUBJIEUb METO/Ibl aHAJIN3A
uHTEep(a3HBIX /1P € MOMOLIBIO TPOO
cneruduueckoit JTHK

Metada3zbl
Amnadasbl
Tenodazer
WuTepdassl
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a IIpaBuibHbIil oTBET 1
0 IlpaBuibHBII OTBET 2
B [lpaBunbHblii oTBET 3
r IlpaBunbHbIi OoTBET 4
n IlpaBunbHbiif otBeT 1, 2, 3 1 4
OcHoOBHBIE COOBITHS, TPOUCXOSIIIIUE B
Tesio¢aze MUTO3a —3TO: 1) peKOHCTPYKIIMS
siapa; 2) odOpa3oBaHue siAPbIIIKA; 3)
AecIupaJIn3anus XpoMocom; 4)
HCYe3HOBEHHE BepeTeHa; 5) MUTOTOMMS.
a IlpaBwibnbiii otBer 1,3 1 5
0 IlpaBuibHsblii oTBeT 1,2 1 3
B IlpaBwibnbiii otBeT 1, 3,41 5
r IlpaBunbHblil oTBeT 2, 3 1 4
n IlpaBunbHeiii otBer 1,2, 3,415
IIpu YacTUYHBIX TPHUCOMHUAX BO3MOMKHBI
cJeAyolMe NMTOreHeTHYecKue Haxoaka: 1)
HecOAJIAaHCMPOBAHHbIE TPAHCJIOKANNM; 2)
HHBEPCHHU; 3) MapKepPHbIE XPOMOCOMbBI; 4)
Hec0aIaHCMPOBAHHBIE TPAHCJIOKALMHU H
MapKepHbIe XpPOMOCOMBI.
a [lpaBuibHblil oTBeT 1
0 IlpaBuibHbI OTBET 2
B [lpaBuibHBINA OTBET 3
r IlpaBunbHbIl oTBET 4
n IlpaBunbHbiii otBeT 1, 2, 3 1 4

CexBenupoBanue JJHK npeacrasaser
codoii:
a OrmnpeneneHue Nocaea0BaTeIbBHOCTH
AMHUHOKHCIIOT B IPOAYKTE CTPYKTYPHOIO
reHa
0 Omnpenenenue Nocaea0BaTeIbHOCTH
HykieotuoB JIHK
B MeTron «COpTUPOBKU» XPOMOCOM
r Uccnenoanue B3anmogencteus JJHK c
OenkaMu

KiieTouHbIMH Oprase/uiaMu, B KOTOPbIX
NMPOMCXOAUT B-OKHCJIEHHE KUPHBIX KHCJIOT,
ABJSIOTCA: 1) JIN30COMBI; 2) IEPOKCHCOMBI;
3) MUTOXOHIPHH.

a IlpaBuibHbIil oTBET 1
[IpaBuibHBIN OTBET 2
B [lpaBunbHblii oTBET 3

(=)
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it BbISIBJIEHUS HAPYIIEHU I
AMHUHOKHCJIOTHOT0 00MeHa Haubos1ee
HH(poOpMATHBEH METO/:

IHoka3zaHneM K HA3HAYECHUIO
LUTOrCHETHYECKOI0 UCCIe0BAHUSA
SIBJSAOTCS: 1) THNOIOHTHSA; 2) BHICOKHIA
poct; 3) rupcyTusM; 4) THIIOTeHUTAJIU3M; S)
BPO:KIEHHBIN OPOK cepALa.

AHOMAJINH XPOMOCOMHOTI0 Ha0opa
00HAPYKMBAIOT NIPH CHHAPOME:

JdopoaoByro IMArHOCTUKY 1M0JIA IJI0AA
cjelyeT peKOMeH10BATh NPu:

OuH U3 NepevYncIeHHBIX HIXKe CHHIPOMOB
HEJIb34 I[l/larHOCTl/lpOBaTl) C IOMOIIBLIO
HCCJIe0BAHNSA KJIETOK AMHHOTHYECKOM
JKMJIKOCTH:
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IIpaBuibHbI OoTBET 1 1 2
[IpaBunbHBIN OTBET 2 U 3

IMuToreneTnyeckoe Mcciaeq0BaHUE
Hccnenoranue OEIKOBOrO CIIEKTPa IJIa3Mbl
KpOBH

HccnenoBanre KpOBM M MOYH HA
CBOOO/THBIC AMUHOKHCIOTHI
KimHuKO-TeHeaornueckue JaHHbIe:
HaJIN4YMe B CEMbE IBYX CHOCOB CO CXOIHOU
CUMITTOMATUKOU

[IpaBuibHblii oTBET 1 1 2
[IpaBunbHbIii oTBET 1 U 5
[IpaBunbHbIi oTBET 2 U 4
[IpaBunbHbIl OTBET 3 U 4
[IpaBunbubl oTBET 3 U 5

Yucroi 1ucreHe3nu roHaj
[TonmHOM TecTUKyIApHON peMuHU3aIH
HenonHoil TectukynsapHoi peMuHu3anuu

CMelranHoil UCTreHe3nH TOHA]T
HemnosHol MackynuHu3anuu

AIpEHOT€HNUTAIBHOM CUHAPOME
Cunnpome HyHan
CunapomMe TECTUKYISAPHON (heMUHHU3AINH

Cungpome Jlayna
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IIpu nporpeccupyoieil MbIIIEYHOM
aucrpogun /lomenHa:

HpeHaTaJIbHaﬂ AUATHOCTHKA ¢ MOMOIIbBIO
MOJICKYJ/JISIPHBIX 30HA0B BO3MOKHA IIPH:

HenepenocumocTh NPOAYKTOB, COAEPKALIUX
3JIaKOBbIE MPOTENHbI, XapaKTepHa JJIA:

IlepBas cneunduyeckas XxpoMocoMHast
aToJIorus ObLJIAa ONMCAHA NIPU CHHAPOME:
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Cungpom Jlayna

Cungpom Mekkens
bonesun Tes-Cakca
Myxkononucaxapuao3 I Tuma

B iro60ii craguu 3a001eBaHus
JTUArHOCTHPYETCS BHIPAKCHHOE YBEITHUCHUE
YPOBHS CBIBOPOTOYHOU KPEATHHKHUHA3HI

YpoBeHb KpeaTUHKHUHA3BI OCOOCHHO
3aMETHO YBEJIMUYEH B TIEPUOJI HAPACTAHUS
KIHHUYECKUX CUMIITOMOB

YpoBeHb KpeaTUHKHUHA3BI Hanbosee
MTOBBIIIEH B JOKIMHUYECKOHN CTaIuN
3a0071eBaHus

YpoBeHb KpeaTHHKHUHA3BI Han0oJ1ee BHICOK
B KOHEYHOM cTaauu 3a00JIeBaHUs
YpoBeHb KpeaTHHKUHA3BI TOCTETICHHO
MTOBBIIIACTCS C MOMEHTA TIPOSBIICHUS
MIEPBBIX MPU3HAKOB 10 KOHCYHOU CTaIHH

Cunnpome Anepa

Cunapome JlyOoButia

Xopee ['enTuHrTOHA

Cungpome Mekkens

CuHapoMe aJIKoroJbHOTO IJ10/1a

Myxkonunuaosa
I'unotupeosza
DeHUIKETOHYpUHU
MyxkoBucuio3a
Lenunakun

«Komraubero Kpuka»
Hayna
[Tepemesckoro-TepHepa
Tpucomun 18
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BboJse3sns /layna MoxkeT ABIATHCH
pe3yjabTaTom: 1) TpaHca0OKAIUN; 2)
MO3aulM3Ma; 3) peryJjasipHoil TPMCOMUM.

IIpu cuHApOMe «KOMIAYbEro KPUKa» B
KapuoTuie 00J1bHOT0 HAXOASAT:

K HacieacTBeHHBIM CHHAPOMAM,
CONPOBOKAAIOIIMMCH HECTAOUIbHOCTHIO
KAPMOTHUIIA, OTHOCSTCS BCe NepevyucaeHHbIe,
Kpome:

Yucao aMmanpuuupoBaHHBIX
TPUHYKJICOTHIHBIX IOBTOPOB NPH
HOocuTeabcTBe MyTaHTHOro rena FMR1 y
MY’KYHMH TPAHCMHUTTEPOB COCTABJISACT:

OCHOBHOI1 XpPOMOCOMHOI XapaAKTEPHCTUKOMN
KJIETOK OITyXO0JIei Ye10BeKa SIBJISIIOTCS:

A
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Knaitndensrepa

[IpaBunbHBIN OTBET 1
[IpaBuibHBII OTBET 2
[IpaBunbHbIi oTBET 1 U 2
[IpaBuibHbIl OoTBET 2 1 3
[IpaBunbHbii oTBET 1, 2 11 3

47 xpoMocoMm

YacTUYHYIO TPUCOMHUIO 5 XPOMOCOMBI
AHOMaIuu NOJIOBBIX XPOMOCOM
MHOK€eCTBEHHBIE Pa3pbIBbI XPOMOCOM
YacTU4HYI0O MOHOCOMHIO 5 XPOMOCOMBI

Cunnpowma Jlyn-bap

Cunnpoma ne Tonu-/leOpe-DankoHu
IIurMeHTHOM KCEPOIePMBI

Anemun OaHKOHH

Cungpoma biroma

Orlgmo5

Ot 5 1o 50

Ot 50 mo 200
Ot 200 u BBIIIE

Nx kapuoTunuueckas 0OJHOPOJIHOCTh
JluniionTHBIH XpOMOCOMHBIN Ha0OP
Hannune oqnHaKkoBBIX XpOMOCOMHBIX
MapKepoB B OIMYXOJIAX Pa3HOTO
MIPOUCXOKICHUS
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r Hannuue cenuduueckux «ropsuux» TOYeK
MIOBPEXKICHUS ONPEAEICHHBIX XPOMOCOM B
KJIETKaX OITyXOJIEH OJTMHAKOBOTO
TUCTOTEHE3a

HacieacTBeHHasi HeIOCTATOYHOCTD IIIOK030-
6-dochaTanernaporeHaspl OTHOCUTCH K:

Hapymenusm yrneBogHoro oomMeHna
Hapymenusm MuHepanbHOTo oOMeHa
bosie3Hsam HakoIUIeHUS
DpUTPOLUTAPHBIM (pepMEHTOIATUSAM
JledexTam TpaHCTOPTHBIX OEITKOB

H o= ®m o

CKPUHUHT HOBOPOK/IEHHBIX

Helej1eco00pa3eH MpU OAHOM M3 CJIeIYHILIHX

3a00/1eBaHMIA:

BpoxkneHHbI THIIOTUPEO3
HenocraTtounocts 21-rupokcuinasbl
MyxkoBucuuo3

HenocraTouHocTh OMOTHHUIA3BI
bonesnp ®abpu

DT I - - = I

[MoBpexnaomum GakTopoM npu 00J1€3HA
Buabcona-KoHoBajioBa siBJIsieTCs:
a [loBeieHne ypoBHSI METaOOIUTOB
IIypUHOBOrO0 0OMEHa
0 OTioxkeHne Meau B TKaHAX
B Hanuuue konbna Kaitzepa-®neiiniepa

Jl1s1 BbISIBJICHHS] HACJIeCTBEHHbIX
HAPYLICHHUIl aMUHOKHCJIOTHOTO 00MeHa
HCIOJIB3YIOT BCE MEePeYnCIeHHbIC METObI,
KpOMe O/IHOT0:
a MuxkpoOuosnornyeckoe HHrHOUpOBaHHE
(tect I'aTpm)
0 BricokoaddexTrBHAS )KUIKOCTHAS
xpomarorpadus
B OnekTpodope3 reMorioonHa
r dayopumerpus
Konopumerpus

OcCHOBHOI1 OMOXMMHYECKUI KpUTEPHUIl
KJIaccuueckoii 6oesnn Pepcyma:
a Hapymenne cuHTe3a MI1a3ManoreHoB
0 Hakomienune OLIKK (oueHn
JUIMHHOLIETIOYEYHBIX JKUPHBIX KUCIIOT)
B Haxomnnenue ¢puTaHOBON KUCIOTHI
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CKpVHHMPYIOIIMMH KPUTEPUSAMH 1151

HApYLICHU# (pepMEHTOB AbIXaTeJIbLHON Henu
ABJIAIOTCH BCe NepeYucIeHHbIe, KpoMe:

I[I/IaFHOCTI/I‘IQCKI/IMI/I TeCTaAaMU NJidA

BbISIBJICHUSA Hapymelmifl IIUKJIA MOYCBHUHBI

SAABJISIIOTCSA: 1) onpenesieHne YPOBHS
aMMMaKa B KPOBH; 2) HcCCJIeIOBaHUE
CIEKTPa AMUHOKUCJIOT KPOBH; 3)
onpejiesieHue KPpeaTHHHHA MOYH.

CepnoBHIHOKJIETOYHAS AaHEMUS
00ycJi0BJIeHA:

B-tanaccemus o0yciioBieHa:

IMoaTBepaAMTH IMATHO3 MYKOBHUCLIH/1032

BO3MOZKHO:

=)}

=)}

Haxoruienre nunexko0Bou KUCIOTHI
Haxomienue »eT4HbIX KUCIIOT

OmnpeneneHus 1akTaTa v MApyBaTa
OrnpenenieHnst KETOHOBBIX TeJ
OnpeneneHns MOYEBUHBI U MOYEBOM
KHACJIOTHI

[IpaBunbHbIii oTBET 1 U 2
[IpaBuibHbIi oTBET 2 U 3
[IpaBuibHbIl oTBET 1 1 3

W3meHeHneM nepBUYHOM CTPYKTYpPHI O-
Lenel reMorioonHa

N3meHeHneM nepBUYHOM CTPYKTYpHI B-
Lenel reMorioonHa

JledexToM MeMOpPaHbI SPUTPOITUTOB
HenocratouyHOoCTRIO cHHTE3a O-11enei
reMorjio0onHa

HeaocTaTo4HOCTBIO CHHTE3a B-IIETICH
reMorjio0onHa

W3meHeHneM nepBUYHOM CTPYKTYpHI O-
nenei reMorioonHa

W3meneHneM nepBUYHOMN CTPYKTYpHI B-
1enei reMorioonHa

JlepexTomM MeMOpPaHbI 3PUTPOIIUTOB
HenocrarouHocThlo cHTE3a O-1enei
reMoryioonHa

HenocraTouHOCThIO CHHTE3a B-LIENEN
reMoryioonHa



NabopaTopHana reHeTMKa

B amarnocruke MYKOBHUCIIN/I03a UMECT
SHAYCHHUEC OIIpeac/ICHUC:

Bpoxnennasi MeTreMOrJI00MHONATHS MOKET
OLITHL BBHI3BaHA:

B cembe poaniicss peGeHOK €O
CIIMHHOMO3ro0Boii rpoixei. [Ipu caexyromei
O0epeMeHHOCTH 11eJ1ec000pPa3HO NPUMEHUTD
TaKMe MeTO/bI J0POA0BOI AUATHOCTUKM: 1)
onpeaejieHue KAPUOTHUIA MJI0AA; 2)
omnpeaesieHue ypoBH1 ajnbda-peronporenHa
B AMHHOTHYECKOM KHIKOCTH; 3)
onpeaejeHue MoJa mjaoaa; 4)
yJAbTPa3BYKOBOE UCCJIEIOBAHME.

(=)

H o= ®m o

- W o

DT I - - = I

Harpy3skoi1 rmuaguHom

HccnenoBaHneM KpeaTHHUHA B MOYE
TonkocnoiiHoi xpomarorpadueii 6e1KoB
I1a3Mbl KPOBU

OmnpeneneHneM 3JIEKTPOIUTOB B IOTE
OmnpezneneHueM ypoBHs JUIONPOTEMHOB B
I1a3Me KpoBU

AMMHOKHCIIOT B IJIa3ME KPOBU
XonecTepruHa B KPOBH
Conepxanusi TPUTITULEPHUIOB
DIEKTPOJIMTOB B IOTE

Menu B Mmoue

HenocraTouHocTsio 5H3UMa J1aopasbl
HenocraroyHOCThIO KaTamas3bl
Hanmuunem aHOMaIbHOTO reMoryioonHa S
Hanmnuuem anomanbsHOro remoriiobuna E

IIpaBuibHbI OTBET 1 1 2
[IpaBunbHbIi oTBeT 1 1 3
IIpaBuibHbIl oTBET 1 1 4
[IpaBunbHbI OTBET 2 U 3
IIpaBuibHbI OTBET 2 1 4



NabopaTopHana reHeTMKa

IIpornBONOKa3aHHEM K NPOBEAECHHUIO

aMHHMOLIeHTe3a sABJsiioTcs: 1) Bo3pact

Mmarepu crapuue 40 Jjert; 2)

nocJjeonepauMoHHbie pyounl; 3) 001e3Hb

ITomne y mpeabiayiero pedenka; 4)

JIOKAJIM3a1 M MJIALEeHThI Ha NepeaHeil

OpPIOLIHOM cTeHKe; 5) HHPeKUNOHHbIE

3a0o0JieBaHMS, NIepeHeceHHbIe OJTHUM M3

CYNpyros.

[IpaBunbHbii oTBET 1, 2 11 3
[IpaBuibHbIi OoTBET 2, 3 11 4
[IpaBunbHbIi oTBET 1,3 11 5
[IpaBuibHbIl OoTBET 2 U 4

H o= W o

[IpaBunbHbIl OTBET 3 U 5

B aMHHOTHYECKO# KUAKOCTH, IOJTydeHHOH
Npu aMHUOIIeHTe3e (0e3 KyJIbTUBUPOBAHUSA
KJIETOK), MOKHO IIPOBECTH BCe
nepevyucjIeHHbIe UCCIeI0BAHUS, KpOMe:

a bBHOXMMHYECKOTO UCCIIETOBAHUS
MeTaboIUTOB

0 HccnenoBanusi akTUBHOCTU (DEPMEHTOB
Omnpenenenus anbda-peTonporenHa

r MccnenoBanus kapuoruna

N3BecTHO, UTO OepeMeHHas JKeHIINHA

ABJIAETCH HOCUTEIbHULIEH I'eHa reMo(pHInu.

JTOM JKeHIIIHEe MOT'YT OBbITh

PEKOMEH/I0BAHBI CJIeYIOIIHEe METOABI

NPEeHATAJIbHON JUATHOCTHKH: 1)

YJAbTPa3BYKOBOE HCCIeI0BAHUE; 2)

onpeaejeHue ajab(pa-peTonporenHa B KPOBU

y maTtepu; 3) onpeneieHue moJa mioaa; 4)

HCCJICI0OBAHNE KPOBH IIOAA; S)

(¢erockonus.

[IpaBuneHbl oTBET 1,2 11 3
[IpaBunbHbI OTBET 2, 3 1 4
[IpaBunbHbI OTBET 3 U 4
[IpaBuibHbIM OTBET 2 11 5

H o= %" o

[IpaBunbHbI OTBET 1 M 5



NabopaTopHana reHeTMKa

Yposens anbpa-peronporenHa MoxKeT
ObITH MOBBIIIEH B KPOBH Yy KEHIIUHbI HA 16-
18 Henesie 0epeMeHHOCTH NPH CJIETYHOIMX
3a0oJieBaHMsAX Ioaa: 1) cuHaApOM
Knaiingeabrepa; 2) andnuedanus; 3)
ruapouedanus; 4) CHMHHOMO3r0Basi IPbIKa;
5) cunapom I'upke.

a [lpaBuibnblii oTBeT 1, 2 1 3
0 IlpaBuibHsblii oTBEeT 2,3 1 4
B [lpaBunbHblii oTBET 2 1 4
r IlpaBunbHbiii otBet 1,3 15
n IlpaBunbHbiii otBeT 3,4 1 5

IloBbIlIEHHBIN YPOBEHD aJIb(a-

(¢eTonporenHa B aAMHHOTHYECKON KMIKOCTH

MO:KeT ObITH BbIsIBJIeH npu: 1)

aHdHuedaun; 2) CHIUHHOMO3I0BOM IpbIKe;

3) cunapome lllepemeBckoro-Tepuepa; 4)

cunapome [layna; 5) mykonoJsmmcaxapuaose

II Tuma.
a [lpaBunbHnsblii oTBeT 1,2 1 3
0 IlpaBuibHblil oTBeT 2, 3 11 4
B IlpaBuibHbiii oTBeT 1 1 2
r IlpaBunbHblii otBeT 3,4 1 5
n IlpaBunbHbli oTBeT 1,4 1 5

B Ky 1bTHBHPOBAHHBIX KJIE€TKAX
AMHHUOTHYECKOM KUIAKOCTH, OJTY4EHHOM
NP AMHHOLIEHTE3e, MOKHO IPOBECTH BCe
NnepevYuciaeHHbIE HCCIeI0BAHUU, KPOMe
O/JHOrO:
a Omnpenenenue X- 1 Y-I0JOBOTO XpoMaTHHA

0 HccnenoBanue akTUBHOCTH (PEPMEHTOB
Omnpenenenue KapuoTUIia
r Omnpenenenne anbda-peTonporenHa

B HeKyJIbTHBHPOBAHHBIX KJIETKAX
AMHHUOTHUYECKOM KHIKOCTH, MOJTYYEHHBIX
NPU AMHHOIIEHTe3e, MOKHO: 1) onpeaenTh
YPOBeHb aiibda-peronporenHa; 2)
HCCJIeI0BATh AKTUBHOCTH (DepPMEHTOB; 3)
HCCJIeI0BATH KAPUOTHUIL; 4) onpee/uTh X- U
Y-1oJ10BOM XpOMaTHH.

a [lpaBunbHbll oTBeT 1 1 2
0 IlpaBwibHblii oTBeT 1 1 3



NabopaTopHana reHeTMKa

B [lpaBunbHblii oTBeT 1 1 4
r IlpaBunbHbI oTBET 2 M 3
a IlpaBunbHbli OTBET 2 1 4

MeToauveckne NoaXobl K NpPeHATAJbHOM
JMArHOCTHKE T0JIKHBI OTBEYaTh
cJIeyIOIMM TpedoBaHusiM: 1) BbIcOKast
TOYHOCTHb MeT0/1a; 2) HeDO/IbIIIasi ONIACHOCTh
0CJIOKHEeHMIT; 3) HeOO0IbIIOH CPOK
OepeMeHHOCTH; 4) MUHMMAJIbHASA
NMPOAOJIKMTEIbHOCTH AHAJIN3A.

[IpaBuibHblii oTBeT 1, 2 11 4
[IpaBunbHblii oTBET 2, 3 1 4
[IpaBuibHblii oTBeT 1, 2 11 4
[IpaBunbHbIii oTBET 2, 3 U 4
[IpaBunbubii oTBET 1, 2,3 1 4

H o= ®m o

CaMbIMHU BaKHBIMH MOKA3AHUSIMH K
NPOBeICHUIO IUTOTeHeTHYeCKOM
NPEeHATAJIbHOI IMATHOCTUKH ILI0/1a
SIBJISIIOTCSI:
a Hammuue B ceMbe mpenplIyero peoeHka ¢
XPOMOCOMHOM MaToJ0ruen
0 Yrposa npepsiBaHUsS OCPEMEHHOCTH
BupycHoe 3aboneBanue, nepeHeceHHOe
MaTepbio B 1-2 TpumecTpe 0epeMEHHOCTH

r Hannune cemelinoil cOanancupoBaHHOMN
XPOMOCOMHOW NEPECTPONKH y OJTHOTO U3
poauTenen

OummodKku npu onpeaeseHUN KAPUOTUIIA

U102 MOTYT ObITH CBSI3aHbI: 1) ¢

KJIOHAJIbHBIM XapPaKTepPOM pocTa KJIETOK

AMHHMOTHYECKOH KUIKOCTH; 2) €

MO3aUIM3MOM KJIETOK 1mJioaa; 3) ¢

(usnooruyeckoi MOMTUIVIONANEH

KYJbTHBHPYEMBIX KJIETOK; 4) ¢

3arpsi3HeHHeM 00pa3uoB BOJ KJIeTKaMHu

MATEPHHCKOI0 POUCXOKACHHUS.

IIpaBunbHbIi oTBET 1, 2 11 4
[IpaBuneHbI OTBET 2, 3 1 4
[IpaBunbHbI OoTBET 1, 2 11 4
[IpaBunbHbI OTBET 2, 3 1 4

H o= w®m o

[IpaBunbHsblii otBeT 1, 2,3 1 4



NabopaTopHana reHeTMKa

BricTpoTa, onepaTUBHOCTDL U
BOCIIPOM3BOAUMOCTb MCCJICAOBAHUSA
XapaKTepPHbI AJIs1 HUTOreHEeTHYeCKOM
NMPEeHATAJbHOM IMATHOCTHUKHU nyTem: 1)
KYJbTHBHPOBAHUS KJIETOK AMHUOTHYECKOM
JKMJIKOCTH; 2) KYyJbTUBUPOBAHUS KJIETOK
XOpPHOHA; 3) KyJIbLTHBUPOBAHNS KJIETOK
IUVIANEHThI; 4) NIPUTOTOBJEHUS NPSAMbIX
NnpenapaToB BOPCUH XOPHOHA; 5)
KYJbTHBHPOBAHUS JUM(OLHUTOB IJI0AA.

[IpaBunbHblii oTBET 1,2 11 4
[IpaBuibHbIi oTBET 2, 3 11 4
[IpaBunbHbIl OTBET 3,4 1 5
[IpaBunbHbId OTBET 4 1 5

H o= W o

[IpaBunbHbii oTBET 1, 2 M1 3

OCHOBHOI IYTh BbIACJCHUS MEIU U3
OpraHu3Ma B HOpMe:

a Brigenenne ¢ Mmodoit
Brigenenue ¢ kaimom
B Brinenenue ¢ notom

=)}

st 1abopaTopHO TUATHOCTUKH
MYKOBHCII103a IPUMeHsIETCS Bce
nepevmcjaeHHOe, KpoMme:
a OmnpeneneHys IMMYHOPEAKTUBHOTO
TPUIICHHA
0 OmnpeneneHus IEKTPOIUTOB NOTA
BrisiBnenus xxupa B Kaie
r Ornpenenennst akTHBHOCTH
MUIIEBApUTETbHBIX ()EPMEHTOB B KaJie
a Tecra ¢ HETUINUPUIUHXITIOPUIOM

JAMarHocTuyecKum JadopaTopHbIM

KpUTepueM (PeHUIKETOHYPHH ABJIACTCH:

[Togpem ypoBHS eHUITHIPAZHHA
lNunepdennnanannueMus
JlefikonTO3

[ToBbllIeHNE YPOBHS TUPO3UHA
[Toxbem ypOBHSI TOMOT€HTU3MHOBOM
KHUCIIOTHI

H o= %" o

B mo4e 310poBoro yenoBexka npeodiaagaer
cJIeYIOUUHi TUII IVINKO3aMUHOTJIMKAHOB:

a ['emapancynbdar
6 XonapoutuHcynbdar



NabopaTopHana reHeTMKa

OcHoBHast ppakuusi reMorji00MHa
B3pocJoro yejaoBeka HbA npencrasasier
codoii:

TI/Ip03I/IH SABJISICTCH NMPEAIIECTBCHHUKOM
BCEro HMUXKe NMepeIncCJICeHHOr0, KpomMme:

Jloist AMarHoCTUKH 00J1e3HeH HAKOIJIEHHSI
IJIMKO3aMHUHOIIMKAHOB HCIOJIb3YIOT
cjaeayomme MeToabl: 1) BoisiBiIeHHE
nedexTHOro hepmenTa; 2) y1ekTpodopes
rJIMKO3aMHUHOIJIMKAHOB; 3) TecT ¢
HeTHIUINMUPUINHXIOPUIAOM; 4)
onpeaejieHHue MOYEBOH KUCJIOTHI; 5)
TOHKOCJIOHHAsA XpomaTorpagus
aAaMHHOKHCJIOT.

OCHOBHBIM METOA0M OIIPEACJICHUS HATPUA B
MOTOBOI JKUIKOCTH SIBJISIETCS:

K MeTogam MaccoBOro npocenBaHusi Ha
(peHHTIKETOHYPHIO OTHOCATCH BCE
BhILIENIePEeYHCICHHOE, KpoMe:

H o= ®m o

H o= ® o

DT I - - = I ]

- W o

Hepmarancynbdar
Keparancynbdar

Monowmep
Humep
Tpumep
Terpamep
[TenTamep

Tupokcuna
Karexonamunon
MenanuHna
Kunypenuna
TpuitoaTupoHnHa

IIpaBunbHb oTBET 1,2 11 3
[IpaBuibHbIi oTBET 2, 3 11 4
[IpaBunbHbIi OoTBET 3,4 11 5
[IpaBunbHbIl OTBET 2,4 11 5
IIpaBunbHbIi oTBeT 1, 3 1 4

Tutpomerpus
Konopumerpus
[Inamennas potomerpus
Cnextpodoromerpus

ABTOMaTHueckou hryopumeTpun
Tecra ['atpu



NabopaTopHana reHeTMKa

MoueBasi KHCJI0TA ABJISETCH:

He conepxut cepy:

AMHMHOKHCJIOTBI, BXOASIIIIME B COCTAB
0esikoB: 1) saBasirores L-popmamu; 2)
saBasioTcs D-¢popmamu; 3) siBasoTCA
pauematom D- u L-gopm; 3) umeroT amuHo-
U KapOOKCHJIBHYIO IPYIINY; 5) HMeIT
KeTorpyImiy.

B nuxije MoO4eBHHBI Y4yacTByeT
AMHUHOKHCJIO0TA:

HopmanbHasi KOHUEHTpauus
(eHuaIaHUHA B KPOBH COCTABJISIET:

H o wm o

DT I - - = I ] DT I - - = I ]

DT B - - = I

Tonkocnoiinoi xpomarorpaduun
OmpeneneHus CeKTpa aMUHOKHUCIIOT Ha
aMHHOKHUCIIOTHOM aHaJIM3aTope

MeTabouTOM MUPUMUIUHOBOTO OOMEHA

[IpeniecTBEeHHUKOM KaTeX0JIaMHUHOB
MeTaboauTOM IypuHOBOTO OOMEHa
AHTHOKCUIAHTOM KJIETOYHOT'O OKHCIICHUS

KoHEeUHBIM IPOIYKTOM pacIICIUICHHUS
OEJIKOB

Huctun
[Iposnu
MeTHOoHMH
ucrenn
['omonucrenn

IIpaBunbHbli oTBET | 1 4
[IpaBunbHbIN OTBET 2 1 3
[IpaBunbHbIM OTBET 4 1 5
[IpaBunbHbIl OTBET 2 U1 5
IIpaBunbHbli oTBET 1 1 3

Jlennuu
[Iponnu
Apruaus
Tpunrodpan
T'uctuoun

1-2 Mr%
3-4 Mr%
5-6 Mr%
7-8 Mr%
9-10 Mr%



NabopaTopHana reHeTMKa

MeToa0M KOJHYECTBEHHOI0 aHAJIN3a
CIIeKTPa aMHHOKHUCJIOT B OHOJIOrHYeCKHX
AKUIKOCTAX ABJACTCHA:

BocnpousBoaumMocTh pe3y/bTaToB
J1a0OPATOPHBIX HCCJIETOBAHUIM
nojpa3symMeBaer:

IIpaBubHOCTH Pe3yJIbTATOB J1a00PATOPHBIX

uccjaeI0BaHuH nmojapasymeBacr:

AHanuTHYecKas cnen(puIHOCTD J11000ro
MeTOo/1a MoJApa3yMeBaeT:

Tonkocnoiinas xpomaTtorpadus
AMUHOKHCIIOT

IIpuMeHeHre aBTOMAaTHYECKOTO
aHaJIN3aTOPAa AMUHOKHUCIIOT
Konopumerpuueckrne METOIbI
[Inamennas poromerpus

CootBeTcTBHE PE3YIHTATOB IOBTOPHBIX
OIIpeJIeJIEHUI B OZTHOM U TOM K€ MaTepuase
Apyr Apyry

CooTBeTCTBHE CPEAHEr0 3HAUECHUS
Pe3yJbTaTOB MOBTOPHBIX ONpEACIEHUN
OJIHOTO ¥ TOT'0 K€ MaTepuaila J0JKHON
(HOMUHaIBHOW) BEIUYMHE

CriocoOHOCTh METO/Ia U3MEPATH JIUIIb TOT
KOMITOHEHT WUJIM KOMIIOHEHTBI, JJIs
olpeziesieHus] KOTOPBIX OH IIPeJHa3HaYeH

CootBeTcTBHE PE3YIHTATOB MOBTOPHBIX
OIIpEZCIICHUI B OJHOM U TOM € MaTepHuaiie
ApPYT ApyTy

CooTBeTCTBHE CPENHETO 3HAYCHHUS
Pe3yJIbTaTOB MOBTOPHBIX ONpEAeTIeHUN
OJTHOTO U TOTO K€ MaTepuaa JOJKHOU
(HOMUHaIBHON) BEIUYUHE

CriocoOHOCTh METO/1a U3MEPATH JIUIIb TOT
KOMITOHEHT WJIM KOMITOHEHTHI, IS
orpezieNieHUs] KOTOPBIX OH IIPpeHa3HaYeH

CooTBeTCTBUE PE3YNIBTATOB MOBTOPHBIX
oTIpeJIeJICHUH B OJTHOM U TOM K€ MaTepuase
Apyr Apyry

COOTBETCTBHE CPETHETO 3HAUECHUS
PEe3yNbTaTOB MOBTOPHBIX ONpPEIEICHUN
OJIHOTO U TOTO € MaTepuaa JOJKHOMU
(HOMHHAJIBHOW) BETUUMHE



NabopaTopHana reHeTMKa

B
NmmynodepmenTHblii anaan3 (MPA)
npeacTaBJsieT co0oii:
a
0
B
r
Ko¢epmenT npeacrasiasier codoii:
a
0
B
JJ1s1 MOJ1eKYJISAPHO-T€HeTHYECKOM
AMATHOCTHKH HACJIEACTBEHHBIX 00/1e3HeH
MO’KHO MCII0JIb30BAaTh OJIMTOHYKJIEOTH/IHbIE
30H/bl, KOMILZIEMEeHTapHbIe: 1)
N0CJ1e10BaTeJbHOCTH HOPMAJILHOTO I'eHa
WIH ero pparmenrty; 2)
N0CJ1e/10BATeJbHOCTH MYTAHTHOIO I'eHa WJIH
ero pparmenTy; 3) mocJjie10BaATEJIbHOCTAM,
CUENJIEHHBIM C MyTAHTHBIM T€HOM.
a
0
B
r
il

CniocoOHOCTh M€TO0/1a U3MEPSTH JINLIb TOT
KOMITOHEHT WJIM KOMITOHEHTBI, /IS
OIIpeIeTICHUS] KOTOPBIX OH MpeIHa3HaYeH

MMMyHOJIOTMYECKUI aHAIN3 aHTUTEHOB U
aHTHUTEJl, OCHOBAHHbIN Ha peaKkLuu
PELMUIUTALAN

VMMyHOXMMHWYECKHN aHAJIU3, IPU KOTOPOM
JUISL BBISIBJICHUS] KOMILIEKCA aHTUT€H-
AQHTUTEJIO UCIIOIb3YIOT KOHBIOTAaThl AHTUTE
Y aHTUTEHOB C (hepMEeHTaMHU

NMMyHOXHUMUYECKUI METOJ, COUETAKOLIUN
MIPUHIIUIIBI AJIEKTpodopesa u
uMMyHOAU P Py3Un

MeTton ucciieqoBaHus B3aUMOICHCTBHS
aHTHUTENa C aHTUTEHOM, TIPU KOTOPOM B
OJVH U3 KOMIIOHCHTOB BBOJISAT
PaINOAKTUBHYIO METKY

XonodepmeHT
HebenxoBblit KOMITOHEHT pepMeHTa, JIETKO
JTUCCOLIMUPYIOIIMN U3 KOMILIEKca ¢ OeIKoM

benkoBbIil KOMIOHEHT (pepMeHTa

[IpaBunbHbI OTBET 1 M 2
[IpaBunbHbIi oTBET 1 1 3
[IpaBunbHbI OTBET 2 U 3
IIpaBuibHbIi oTBeT 1,2 11 3
[TpaBunbHEIN OTBET 1



NabopaTopHana reHeTMKa

K MeTogam, ¢ noMOIIbI0 KOTOPBIX MOKHO

MOJIy4aTh 3HAYMTEJbHOE KOJIHYECTBO

¢dparmenTa IHK, oTHOCSATCS: 1)

ruopuanzanus no Caysepny; 2)

nosiumMepasHas nennas peaxkuus (IILP); 3)

pecrpuknus; 4) kionuposanue JJHK.

[IpaBuibHbIi oTBET 1 1 2
[IpaBunbHbIl oTBET 1 1 3
[IpaBunbubli oTBeT 1 1 4
[IpaBunbHbIN OTBET 2 U 3
[IpaBuibHbIl OoTBET 2 U 4

H o= ®m o

s npsimbix MeTogoB IHK-1uarnocruxku
HEe00X0MMO 3HATH BCe, KpoMe:

a «l'opsAunx» TOUEK reHa
0 IlocnenoBaTelbLHOCTH FTEHETUYECKOTO KOAa

[Honmumopdusix JJHK-mapkepos
r /luarnosa 3aGoneBanus
Tuna nacnenoBanus 3a00aeBaHus

Jast mosnyyenus k/IHK Ha ocHoBe

BbliesieHHO PHK ucnoab3yercs:

JHK-nonumepasa
Jluraza

Pectpukrasa

OOpaTHas TpaHCKpHUNITa3a
[Iporennasa

H o= %" o

Murpanus moaekyJa JJTHK B rese 3apucur or

BCEro, Kpome:

Kondopmanuu monexynst JJHK
Jnunsl Mmonexkynsl JJHK
KoHuenrpanuu remns

HanpsiykeHHOCTH 3JIEKTPUYECKOT0 MO
OCBeIIEHHOCTH

H o= %" o

MeToaom, 03BOJISIOLIUM ONPEACIUTh

10CJIe10BATEJIbHOCTHL OCHOBAHUH B

HYKJICOTH/IHOM LleNH, SIBJIACTCS:

bnor-rubpuanzanus
[Tynbcupyromuii renb-anexTpodopes
CexkBeHMpOBaHUE

MHosxecTBeHHas aMILIA(UKaIs

DT B - - = I ]

Annenb-crienuduueckas THOpUAU3AIISL



NabopaTopHana reHeTMKa

B cocraB peakTHUBHOI cMecH IS
aMiInpuKanuu BXOJAUT BCe, KpoMe:

OcHOBHBIMH METOJAMHU NTHATHOCTHKH

APIrMHUH-STHTAPHOM alMIypuu siBJasIIOTCS: 1)

ra3o0:KMJaKOCTHasi XxpoMarorpadus; 2)
HCCJIeI0BAHNE CIIEKTPA aMMHOKHCJIOT; 3)
HCCJIeIOBaHNEe YPOBHSI aMMHAKAa B KPOBH

nocJie 0eJIK0BOI HATPY3KHM; 4) Hcc/IeIOBAHUE

BO/IOPO/Ia B BBIILIXa€MOM BO3/1yXe.

I'1ukoren:

I'nmuko3aMUHOITIMKAHBI:

H o= ®m o

H o= ® o

=)}

- ® o

Hykneoruadocdaron
JAHK-nonnmepassl
HNonoB maruust
I'enomuoii JTHK
JHK-nuraszsl

[IpaBuibHblii oTBeT 1,2 11 3
[IpaBunbHbIii oTBET 2, 3 1 4
[IpaBuibHblii oTBET 1 1 2
[IpaBuibHbIl oTBET 1 1 3
[IpaBuibHbIl oTBET 2 U 3

[Ipencrasnsier co0oii moauMep IITFOKO3bI
HNmeer BeTBALLYIOCS CTPYKTYPY
[IpucyTcTByeT B IPOyKTaX PacTUTENBHOIO
MIPOUCXOKICHUS

SIBnsercsa NCTOYHUKOM TIIFOKO3bl OpraHu3Ma

HMmeer HaI/I6OJ'IBH_Iy1-O KOHICHTpAIHUKO B
TKaHH II€YCHU U MBIIIIaX

SIBASIOTCS COCTaBHOM YacThIO TIIMKOTCHA
PacmremnstoTess KHCIBIMU TIIUKO3Ua3aMH
Pacmennstores B 1u30coMax

B coBokymHOCTH ¢ 6ETKOBBIM KOPOM
00pa3yoT MNIMKO3aMHUHOIIPOTEOTTUKAHBI
SIBNSATOTCS CIIOKHBIMH
reTepornoircaxapuiaMu



NabopaTopHana reHeTMKa

IIpomerada3Hbie XpPOMOCOMBI IPUHATO
HCCJIeA0BaTh MJisl: 1) yTOUHeHusI TOUEK
pa3pbiBa IPH CTPYKTYPHBIX AHOMAJTHAX
XPOMOCOM; 2) TMATHOCTHKH CHHIPOMOB C
MHKPOCTPYKTYPHBIMH IepPecTPOiiKaMu
XpOMOCOM; 3) YCTAHOBJICHUS TUATHO3A
aHeynJjiouauu; 4) yrouHeHusl JUATHO3a
YaCTUYHOH MOHOCOMMH.

a IlpaBuibHblil oTBeT 1 1 2
0 IlpaBuibHblii oTBeT 3 U 4
B [lpaBunbHblii oTBET 2 1 4
r IlpaBunbHblii oTBeT 1 M 4
n IlpaBunbHblii oTBeT 1 1 3

151 XpOHNYeCKOro MHEJIOH/IHOI 0 Jleliko3a

xapakTepHbl: 1) HaJU4YHe

bunanensduiickoii XxpomMocombl; 2)

TPAHCJIOKAIMA MeKAYy 22 U 9 XpoMOCOMOii;

3) yacTuuHasi MoHocoMus 21 xpomocombl; 4)

TPAHCJIOKAIMA MekAy S u 17 XxpomMocomoii.
a [lpaBunbnblii oTBeT 3 U 4
0 IlpaBwibHblil oTBeT 2 1 4
B IlpaBuibnblii oTBeT 1 1 4
r IlpaBunbHblii oTBeT 1 U 2
n IlpaBunbHbIl oTBET 1 1 3

MuHuMaIbHOE YMCJI0 HHTEep(pa3HBIX saep,

Heo0XoauMoe /1JIsl onpeaeIeHus

NPOLIEHTHOT'O CO/IeP KaHUsl N10JI0BOI0

XPOMATHHA, COCTABJISAET:
a 1020
06 50
B 100
r 150
x 300

O0padoTKa KyJbTYpPBbI KJIETOK
TUNOTOHUYECKHM PacTBOPOM Heo0Xxoauma:

a Jlnsg yBenu4eHHUs YKclia MUTO30B

0 s 3a1epiKKU JeNsIuXcsl KIETOK Ha
cTaauu MeTadasbl

B Jlns momyueHus xopouiero pa3dpoca
XpOMOCOM

r /s nydniero okpamuBaHUsl XpOMOCOMHBIX
IIpernaparoB



NabopaTopHana reHeTMKa

AHaJm3 npoMeTadazHbIX XPOMOCOM
no3BoJisieT: 1) BLISABISITH
MHMKPOCTPYKTYPHbIE€ AaHOMAJINU NPHU
onpe/ieJIeHHbIX CHHAPOMAX ¢ KOMILIEKCOM
MBIIP (MHOK€eCTBEHHbIX BPOKIE€HHbIX
MOPOKOB Pa3BUTHsA); 2) YCTAHABJIUBATH
HOBbI€ KJIMHUKO-IUTOreHeTHYecKne
napaJijiesu AJsi CHHIPOMOB ¢
HEYTOYHEHHBbIM THIIOM HacJel0BaHus; 3)
YTOYHSITH XapaKTep MepecTPOiKU U
pa3Mepbl YYaCTKOB XPOMOCOM,
BOBJICYEHHBIX B IUCOATaHC KapuoTuna; 4)
NPOBOJUTH NPEHATAIbHYIO THATHOCTUKY
XPOMOCOMHBIX aHOMaJIu# y miioaos ¢ MBIIP
(MHOKeCTBEHHbIMH BPO:KIeHHBIMHU
MOPOKAMHU PA3BUTHA).

ITonsiTHe KAPTHPOBAHMS I'€HOMA YeJI0BeKa
BKJIIOUYAeT B ce0si: 1) n3yueHne TOHKOM
CTPYKTYPBI I'eHa; 2) onpejejieHue rpymni
clelJIeHUs; 3) MOCTPOoeHHe 1eTAJIbHbIX
XPOMOCOMHBIX KapT; 4) BbISICHEHHE MIOJTHOT0
reHEeTHYEeCKOro coCTaBa BCeX XpOMOCOM
Yes10BeKa.

C nomoub0 rudpuIAM3aLUN COMATHYECKUX
KJIETOK B KYJIbTYpe MOTYT OBbITh
KapTHPOBAHbI:
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[IpaBunbHbIN OTBET 1
[IpaBunbHbBIN OTBET 2
[IpaBuibHbIN OTBET 3
[IpaBunbHbIlM OTBET 4
[IpaBunbHbIl oTBET 1, 2,3 1 4

[IpaBunbHbIi OTBET 1
IIpaBuibHBIN OTBET 2
[IpaBunbHbIN OTBET 3
[IpaBunbHbIN OTBET 4
[IpaBunbubiii otBeT 1, 2,3 1 4

JIroOwie mocaenoBarenbHocT JJTHK
I'enbl, peHoTHUIIMYECKAS SKCIPECCUS
KOTOPBIX OOHApy>KUBaeTCs
OMOXMMUYECKUMU METO/IaMHU

I'ensbl, He o6aaroNIe TPOSBICHUEM B
BUJIe OETTKOBOTO MPOAYKTA



NabopaTopHana reHeTMKa

JAunarsocTuyeckasi 3HAYMMOCTb IPUMEHEHU
MeT0/1a M0JIeKY IS PHO-IUTOreHeTHYeCKOM
«ruOpUAU3AIUN> COCTOMT:

a B nmarHocTHke OTIeNbHBIX
OMOXUMHUYECKHUX JTe(HEKTOB

0 B pecTpukIMOHHOM aHanU3€e CTPYKTYpPBI
reHa

B B KJIOHUpOBaHWU OTJEIBHBIX THOPUIHBIX
monekyn JJHK

r B kaptupoBaHuM OTAEIBHBIX T€HOB
HEMOCPEJACTBEHHO Ha XPOMOCOMHBIX
npernaparax

IIpakTHyeckoe ucnoab3osanue JHK-

30HI0B B MOJICKYJIAPHO-T€HETHYECKHUX

HCCJICOBAHUAX FEHOMA YeJI0BeKa

npeaycMaTpHuBaer:
JMarHocTuKy XpoOMOCOMHOM MaTOJIOTUH
[losHOE MONEKYIAPHOE ONUCAHUE MyTalUi
[P pa3IUYHbIX HACJIEICTBEHHBIX AeeKTax

Omnpenenenue nojia U Xxapakrepa
XPOMOCOMHOW aHOMaJIUU Y Oy/IyIero
IUI0/1a B IIPEHATAJIbHOM IHAarHOCTUKE

Xpomocomocneunpuveckue 30uab1 JTHK —
3T0:
a JIHK XxpoMOCOMHBIX ()parMeHTOB pa3HOM
JUTUHBI
0 Kuonuposanusie pparments! JHK,
XapakTepHBbIE JJIs1 ONIPEIEICHHBIX
XpPOMOCOM
B KioHMpoOBaHHBIE IOCIIETOBATENBHOCTH
caremmutHor [JHK
r Oparmentsl JIHK, conepxaniye ToabK0
CTPYKTYpPHBIE TCHBI



NabopaTopHana reHeTMKa

IIpuMeHeHne MOJIEKYJISAPHO-
HHUTOreHETHYECKHUX METOI0B TUATHOCTHKH C
MOMOIIbLI0 XPOMOCOMOCTelIU(PUYECKUX NPOO
JHK no3BoJjisieT: 1) BHISIBUTH
NMPOMCXOKACHHE 100aBOYHBIX MAPKEPHBIX
XPOMOCOM MJIM MHUHMXPOMOCOM; 2)
OIpeeSIMTh CJ0KHbIH XPOMOCOMHBIM
MO3aMIM3M IPH HEBBICOKOM CO/ICPKAHUU
AHOMAJILHBIX KJIETOK B KapuoTuie; 3)
HACHTH(PUIUPOBATH XPOMOCOMBI,
BOBJICYEHHbIE B CJI0KHbIE NEPeCTPOMKH; S)
YTOYHUTb TOYKH PAa3PbIBOB AHOMAJIbHBIX
XpOMOCOM.

a IlpaBuibHblil oTBeT 1
0 IlpaBuibHbI OTBET 2
B [lpaBuibHbINA OTBET 3
r IlpaBunbHblil oTBET 4
n IlpaBunbHsiii otBet 1, 2, 3 1 4
B nonsitue MeIUKO-TeHeTHYECKHIi MPOTHO3
BX0aAT: 1) onpeesieHue cTeneHu
reHeTUYeCKOro PUCKA; 2) OlleHKAa
MeIMUMHCKHUX H COLUAIBHBIX MOCJIeICTBUI
3a00J1eBaHMii; 3) BO3MOKHOCTH IPUMEHEHUS
METO/10B NMPEHATAJIbHON TUATHOCTUKHU; 4)
HA3HAYEHHeE JIeYeHHs ; 5) peKOMeHIauus
METO/I0B KOHTPALeNINH.
a [lpaBunbnblii oTBeT 1,2 1 4
0 IlpaBunbnblii oTBeT 2, 3 1 4
B [IpaBunbnblii oTBeT 1,2 11 3
r IlpaBunbHblil oTBeT 2, 3 1 4
n IlpaBunbHbli OTBET 3,4 1 5

B nonyJssinum 3a 8 et poansocs 500.000
HOBOPO’K/IEHHBIX, CPeAU KOTOPbIX

00HapYyKeHO 45 00JIBHBIX €

(pennnkeronypueii. Yacrora

reTepo3uroTHbHIX HOCHTEJIeH COCTaBJIsAeT:

1,90%
2,50%
4%
5%
10%
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NabopaTopHana reHeTMKa

HN3BecTHO, YTO COOTHOLICHUE pPe3yc-

MOJIOKUTEJIbHBIX U pPe3yCc-0TPHIATEIbHBIX

Jun paBHo 84% u 16% (pe3yc-

OTpHIATEebHAS NPUHANIEKHOCTh

HacJe1yeTcsl 0 pelecCHBHOMY THILY).

YacroTra 10MHHAHTHOTO ajienas R+ B

NONYJISINU COCTABJISET:

40%
50%
60%
70%
75%
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I'naBHOI HeJIbI0 MOHUTOPUHTA
BPO/IE€HHBIX IOPOKOB PA3BUTHS SBJIAETCH:

a OOHapy)KeHHEe HOBBIX TEPAaTOTCHOB

0 OmnpeneneHue 4acTOTHl BPOKACHHBIX
MTOPOKOB Pa3BUTHS

B JledeHue BBISIBICHHBIX OOJBHBIX

DIKTyanus 4acToThl BPOKICHHbBIX
NMOPOKOB pPa3BUTHA 03HAYaeT: 1) mosiBIeHne
HOBOI'0 TepPaTOreHa; 2) oOHapyKeHHe JaBHO
CyLIeCTBYIOLIEro TepaTorena; 3)
NPOosiBJICHHE CJOYyYailHOU UIYKTyalluu.

a IIpaBuibHblil oTBeT 1 M 2

=)}

[IpaBunbHbIi oTBeT 1 1 3
B [IpaBunbHblii oTBET 2 11 3

N3 nepeunc/ieHHbIX METOA0B HHBA3UBHOM

NPeHATAJIbHON JUATHOCTHKH TMATHOCTHKY

XPOMOCOMHBIX 00J1e3Hel U aHOMAJIU I

MO3BOJISIIOT OCYIIECTBJIATD:

AMHHOLIEHTE3

buoncus xopuona
Kopnouenres

Bce nepeuncnennoe
Hwuuero u3 nepeuncieHHOTo

DT I - - = I ]



NabopaTopHana reHeTMKa

IIpenaranbHasi AMArHOCTHKA CHHAPOMA
JlayHa Ha monyJISsIMOHHOM YPOBHeE
HaunOoJ1ee d3¢pPexkTHBHA C MOMOIIBIO
onpeiesieHUs B KPOBH MaTepPH CJIeTyIOIHX
nokaszareJeii: 1) aabpa-dperonporenna; 2)
XOPHOHHMYECKOr0 TOHAXOTPONMHA; 3)
HEKOHBIOTHPOBAHHOI'0 3CTPHOJIA; 4) KIETOK
J1oAa.

a [lpaBuibHsblii oTBeT 1,2 1 3
0 IlpaBuibHblil oTBET 2, 3 11 4
B IIpaBuibnblii oTBeT 1,3 1 4
r IlpaBunbHsbiii otBeT 1,2,3 u 4

IIpu npoBeneHNH NPEHATAIBLHOTO
CKPMHHMHIA 10 MATEPUHCKHUM
CHIBOPOTOYHBIM (haKkTOpam y OepeMeHHOM
JKeHIIIMHBI 00HAPY:KEeHbI CJIeyIoIIHe
nokazarejan: ADII (anbda-peronporenn) —
Hu:ke HopMbl, XI' (XopuoHUYeCcKuii
TOHA/I0TPONMH) — BbIlIe HOpMbI, HJ
(HEKOHBIOTMPOBAHHBIN ICTPHOJI) — HUHKE
HopMbl. [Ipu Takux pe3yJibTaTax MOKHO
NPeAnoJIOKUTD, YTO Y MJI01a UMeeTCs
cJaeyrouasi aToJIOrus:

a XpomocoMHOe 3a00JIeBaHIe

6 Jledexr HepBHOM TpyOKH (aHdHIIEDATHS,
spina bifida u T.11.)
Pacmenuna ry0sl u/unm HeOa

r MHOXECTBEHHbIE BPOXKIEHHBIE TIOPOKU
pa3BUTHS



