Repere Totalizarea 11 GU 2010

KOHTpOJ’lLHLle BOIPOCHI 1J1d MOATOTOBKH K TECTY Ne 2 mo I'eneruxe YesioBeka

1. lafiTe onpeneneHus

XapakTepucTHKa

IIpumepst

MoHOreHHbI| NpU3HAK

TTonureHHbIi NpU3HAK

Mono¢axkTopHaIbHbIH MPU3HAK

MynbTH(haKTOpHATEHbIN IPU3HAK

HopmanbHblii npusHak

ITaTosornyeckuii npu3HaK

JIOMMHAHTHBIA NpU3HAK

PeneccuBHbIi npu3HaK

TIpomexxyTO4HBIH IPU3HAK

AyYTOCOMHBIH TpPU3HAK

T'oHOCOMHBII pHU3HAK

Tonannpuueckuiiii npusHak

MOHOTeHHBIH AETEPMUHU3M

IlonureHHbI J1ETEPMUHU3M

IIneftorponus

Tlonvrenus

IlenerpantHOCTH

OnHOPOIUTENBCKAS AUCOMHUS

AnnenbHas reTeporeHHOCTh

HeannensHas rereporeHHOCTh

DKCIPECCUBHOCTD

Dnucra3

T'eHOMHBII MMITIPUHTHHT

AnTununanus

TI'enoxonust

denoxonust

Hopwma peakuuu

T'enomHast MyTanus

XpoMocoMHasi MyTalus

T'ennas myranus

MupynuposanHas MyTanus

CrioHTaHHas1 MyTalus

ComMaTHyeckast MyTalus

FeHepa‘ruBHaﬂ MyTanus

JletanpHas MyTanus

TomyneranpHas MyTanust
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BnaronmeHa;{ MyTauus

Amopduas MyTanus

Heomopduast myTarus

Wzomopduas mytauus

T'unomopdHas MmyTtauus

Samesens myTtarus

Missens myrarms

Nonsens myrarus

Toueunas MyTanus

MyTaI_II/II/I CO CABUT'OM paMKH

YTCHUA

JluHamuyeckas MyTalus

Myrtarenusiii Gakrop

TeparorenHsslii pakrop

Kanueporennsiii paktop

TBHJI

Jepmartornudsr

O0e3bsIHbsI CKJIaIKa

T'naBHeIi (OceBOiT) TpUpaanyc

Koo duuneHnt HacneacTBEHHOCTH.

TILIP npaiimep.

TP ammmduxaTop.

MonekynspHBIi 30H].

TUACOKCH

Pecrpukrasa.

TIIPD

GJIOTTHHT

Tag-nonumepasa

CekBeHUpOBaHHE

2. I'eHbI UenoBeKka — CTPYKTYpa, JIOKATU3aIust, GyHKIHAH.

Opranu3zanys CTpYKTYpHBIX T€HOB YeJIOBEKa.

Krnaccudukanus reHOB dernoBeka.

Jlokanu3anus reHOB 4YeoBeKa (JI0KYC, TeHbI aJUle/IbHbIE U HeaJUIeNIbHbIE, TPYIIa CUEIUICHHUS, FAIIOTHII).
Hucino u mI0THOCTh TEHOB B XPOMOCOMAX.

CBolicTBa TEHOB YEIIOBEKA.

. CBolicTBa TEHOB YeIIOBEKA U YPOBHH UX IKCTIPECCHUH.

3. N3yueHue reHoB YesioBeKa.

IIpsiMble 1 HENPSAMBIE METOABI U3YUYEHUS TE€HOB YEJIOBEKA.

Knaccudukarus MeTo10B H3y4eHHsI TCHOB.

[puHIUIEBL, HEOOXOAUMBIC KOMIIOHEHTHI, 3TAITBI ¥ MMPAKTHYECKOE IpUMeHeHUe TexHuku [111P.
[puHIUIEB, HEOOXOAMMBIC KOMIIOHEHTBI, 3TAIIBl M MPAKTHICCKOE MPUMEHeHHe MeTona Cay3epH-0JI0T.
[puHIUIE, HEOOXOAMMBIC KOMIIOHEHTHI, 3TAIlbl H MPAKTUIECKOES MPUMEHCHHE TEXHUKH JTUICOKCH.
IIpeumyiecTBa 1 OrpaHUYEHUS PA3IMUYHBIX METOJOB aHAJIN3a T'€HOB.
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4. YpOBHU 3KCHPECCUU PA3INYHBIX CTPYKTYPHBIX F€HOB!

Ten

YpOBHU 3KCIIPECCHU.

TIeBUYHBIN

BTOPUYHBII

TPETHYHBIH

JHK — nonumepasst

PHK - nonumepasbl

Karanaser

CrnexTpuHa

Rh

MemaanHa

FBN1

PAH

HNucynuna

ABL

Ig

AHKOFOJ’ILI{CFHI{pOF@HaSH

F8

F9

CFTR

5. 3amonHuTE TAONHUITYy U TONBITANTECh CPABHUTH PA3IMYHBIE TUITBI MYTaIHH.

Tun myranui

I'eHeTHueckue n3MEeHEeHUS

denoTHn

[Ipumepst

Samesens myTanun

Missens myrarmu

nonsens myranuu

SeNsS myranunu

Tpanzunus

TpancBepcus

Amopdnas myTanus

I'mmomopduas
MYTalus

Heomopdnast myTtanus

l'unepmopdHast
MYyTaLHst

UzomopdHuas myranus

DK30HHAs MyTanus

WNHTpOHHAs MyTanus
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6. Onpenenure NpUPOAY aHEYTIIOUIHIA:

Mars Orerng Pebénok [Tpupona aneymionuu

46,XX (Xg-) 46,XY (Xg+) 47, XXY (Xg-)

47, XXY (Xg+)

45,X (Xg-)

46, XX (Xg+) | 46,XY (Xg-) 45X (Xg-)

47 XXX (Xg-)

46, XX (Xg+) | 46,XY (Xg) 47 XXX (Xg+)

47 XXY (Xg-)

45,X (Xg+)

7. Ilpoananu3upyiite Ky ceMEUHYIO apy U ornpeneiante puck 3adonesanus 'bBH/T .
ApPryMEHTHpPYHUTE OTBET.

Poautenm. Jletu
Martb Oreng Cewmelinble TaHHBIE: Puck I'BH/I.
I'enorun | ®eHorun
T'enorun | ®enorun I'enotun | denorun
Cectpa 0TIIa IEpeHECIa
Rh+ Rh- ba OTHa 1ep
I'bH/I B MnaneH4ecTBe
Crapumii Opat MaTepu
Rh- nepeuéc ['BH/I, a ona-
HET.
Craprmas cectpa MaTepu
Rh+
nepenecna 'BH/]
Cecrpa oTIIa IIEpeHecIa
Rh- Rh+ ba OTlIa 1iep
I'BH/I B nercTBe
Rh+ Rh- Oren matepu - Rh-
T'BH/I B
A Rh+ Orer; TOMO3UTIOTEH
JIETCTBE
Rh- Oren crpanan I'bH/]
Rh+ Orel - HEU3BECTEH
6. HaiinuTe U 3alIOMHUATE OTBETEI.
I'enernueckas natonorusi | Bo3moxkHble NpUYUHBI I'eneanornueckoe I'eneTnyeckuii quarHos
HacJeJOBaHHE

MoHorenHas 00J1€3Hb

Tlonurennas 60Je3Hb

MoHOTreHHBIH CUHIPOM

ITonureHHbIH CUHIPOM

Cunnpom X- ¢parmibHbIit
(FMR2)

Cunnpom Mapdana

CuHJpoM AHreibMaHa

Cungpom Ilpanepa-
Bumn
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DenmkeToHypust

DMD

l'emodumms A

I'emo¢uust B

AXoHJIporazus

Xopes ['eHTMHTTOHA

I'unepxosnecrepuHeMus

ADPKD

MyxoBucuu103

CaxapHslii tnaber

Muzodpenns

7. Pemienue 3aga4 , ¢ riaBsl Ne 18, crp. 282 “Coopuux TecroB no Mb u I'en. YennoBeka.”

8. CuryanmoHHble 3a1a4u:

I'enorun | ®eHoTHNbBI: O0bsicCHeHHUS:

DeHOTHIIHYECKOoe NPOsIBJICHNE IPU3HAKa A.

IIpoMe:KyTOYHOE NPOsIBICHHE NIPU3HAKA.

boJiee BbIpa:keHHOE NIPOsIBJIEHHE, YeM Y poauTeJiei

Yame nposiBasiercsi y &

Aa =
HNuTencupuuupyercs y jgrojgeii 6oJiee crapuiero Bo3pacra

MoskeT NPOABIATHLCS JUIIb B ¢JIy4ae OJAHOPOAUTEIbCKOM
MATEPUHCKOMH THCOMMH?

ITposiBjisieTcsi O-Pa3HOMY B Pa3JIHYHBIX YCJIOBHSIX Cpelbl.

9. OnumuTe reHeTnyeckue GeHOMEHbI, KOTOPbIE 00YCIABIUBAIOT B3aNMOEHCTBHS MEKAY FeHAMHI
(ompenenenue, MexaHu3M, PUMePbI, IPAKTHYECKAS POJIb)

a. 'eHHbIEe B3aMOJEHCTBUS

- aljelbHbIC

- HeaJUleNbHbIC

b. menerpanTHOCTD

- mojHas

- HemoJHas

C. [Inefiorponus

- IepBUYHAA

- BTOpHYHas

d. reHeTHYECKAs T€TEPOreHHOCTh

- auenbHas

- HeaJulenbHas

e. DKkcrnpeccusi r'eHa B 3aBUCHMOCTH OT IPOUCXO0XKICHUS

- TeHHBIN UMIIPUHTUHT

- MOJL; 004

f. DkcnpeccuBHOCTD

- Pa3nblil ypoBeHb NPOSIBIICHUS IPU3HAKA B IONYJIALIUN
PazHble (hOpMBI OJTHOTO M TOTO )K€ MPU3HAKA Y HHIUBHIYYMOB
- (DcHOMEH aHTHUIHIALUH

10. Monorennble 3a6o1eBanus (penmikeronypusi, cuuapom Mapdana, l'emopuaus A u 1. 1.) !!! 00bsicHUTE
AaHHbIEe U3 Ta0. 9 U3 NPaKTHYECKOro 3aHATHSA 110 TeMe «MyTalmoOHHAA U3MEHYUBOCTbY» U3 TeTpaau no ['Y:
a. mOpUYMHa
b. mnposerenus:
i. Ha MOJIEKYJISIPHOM YpPOBHE
ii. Ha KJIE€TOYHOM/TKAHEBOM YPOBHE
ili. Ha OpraHM3MEHHOM ypPOBHE
C. Oxapakrtepusyiite MyTanuu, 00yClIaBIUBAIONINEe BOSHUKHOBEHHE JaHHOW MOHOTE€HHON MAaTOJIOTHH;
d. BrisBure n O6’b$[CHI/ITe TCHETUYECKUE SIBJICHUS .
i. TleHeTpaHTHOCTH
ii. DkcnpeccuBHOCTb
iii. IlneoTpOMHOCTD
iv. TeHeTHuecKas reTepOreHHOCTh
V. AHTHIHIAINAS
e. Teneanornueckoe Haclie[OBaHHE
i. Twum HaciIemOBaHWE
ii. TeHoTnn GONBLHBIX HHIMBHIYYMOB
f. TeneTwueckuil qUAr€o3
IIpodmnakTuka



