Repere EXAMEN GU 2010

Jx3ameH 1o I'eneruke yesnoBeka. [lIpakruyeckasi 4acTh

I[aﬁTe olnpeaejJacHUusd, IPUBCAUTE IPUMEPDI 1/ KAa'KA0Ir0 TEPMHHA

FISH

TcR

X-CleIIeHHbIA T'eH
AnnenpHasi TeTepOreHHOCTh
AIeNnbHBIN TeH
Amop¢HBIi TeH
AHeytionans
AHEYIUIOH/IHAS TaMeTa
AHCYIUIOUTHBINA KIOH
AH"THIMTIALIS
AyTOCOMHBIH I'eH
T"artoTun

T'BHH

I'en

I'en HOX

['eneparuBHas MmyTauus
T'eneTnyeckas 00ne3Hb
I'eneTnyeckas
TeTepPOTeHHOCTh

I'ennast myTanus

T'enuslii nucOananc
I'enoxomnus

I'enom

I'enomMHas TAKTUIOCKOMIUS
['enomHas myTanus
I'eHOMHBIN UMIIPUHTHHT
I'enotun

T'enodona

T'erepo3urora
T'ummomopdHEIi TeH
T"'omo3urora

T'oHOoCcOMa

I'pynma cuerureHus

rco
I'ymopanbHbli
OTBET
JuHamuueckast MyTaIust

MMMYHHBIH

3urora

H3MmeHunBOCTD
HWmmyHOTrnoOyuH
WunynupoBaHHast MyTaus
Kanueporen
Kanueporenes

Kapuorun
Kapuorunuposanue
Knerounsiii MMMYHHBIN
OTBET

Kinanueckuii momumoppusm
Koadduuent nacnenopanus
JlaiioHn3anus

JleranbHas myTanus
Manshopmarus
MackyIMHU3UPYIOIIMK T'eH
MonekynspHble 30HIbI
MoHoreHHbIH TpU3HaK
Monocomus
MoHodaKkTOpHaTbHBIH
MPHU3HAK
MybTudakToOpHaIbHBIT
MIPU3HAK

Myrtaren
HacnencreenHocts
HeannensHas (JIokycHast)
reTepPOreHHOCTh
HeannenbHblil ren
HecbanancupoBannas
XPOMOCOMHAsI aHOMAJIHsI
Hopwma peakuun
HopmomophHsIit reH
OHKOren

[lenerpanTHOCTH
ITnazmotun

IIneitorponus
IlonureHHbId IpU3HaK

Monumopduzm JTHK
IlonyneranbHas MyTanus
[IpoTennom

[P

PenponykTuBHBIE aHOMAIIUH
COamancupoBaHHas
XPOMOCOMHas aHOMAJIHS
CexksennpoBanne JJHK
Comarndeckas MyTaIlus
ComarHnyecknii reH
CrioHTaHHAas MyTaIus
CraOWIIbHBIH TeH
CTpyKTypHBIil reH
Tensue Barr

Tensre F

Tepparorexn

Tect Barr

Tect F

Toueunas MmyTanus
Tpucomus

YHuKaabHbIN TeH
DeMUHU3UPYOUI I'eH
®enoxonus

®enorun
DeHOTUIINYECKUI
noauMopdusm
Xpomaruja

XpomaTtuH

Xpomocoma
XpoMocoMHasi MO3anKa
XpoMOCcOMHas! MyTalys
XpoMOCOMHBIH
oMophu3M
XPOMOCOMHBII CHHIPOM
DKCIPECCUBHOCTD
Onucta3

2. TlepeunciuTte 3Tanbl W KOMIIOHEHTHI HEOOXOAMMBIE /ISl HHKeNepeduncIeHHbIX MeTodoB. OmpeneauTte
TMOKA3aHUS M OTPAHNYEHUSI METOI0B r€HETHYECKOI TNATHOCTHKH |

Tect Barr;

IILIP;
CexkBeHUPOBAHHUE;
Southern-blot;

~Oo o0 T

FISH.

Kapuotunuposanue u nuddepenimansHas okpacka G, Q, R;

3. BHuMaTeJbHO MpOAHATU3MPYIiTe JIEKIMOHHBIH MaTepHa:

a. T'eneruka pasBurus

® peryJisilus Pa3sBUTHUS Y YEJIOBEKA;

® MOJICKYJSIPHO-T€HETUYCCKUE IPOLECChI B PA3BUTHUU,
® BPOXICHHBIC aHOMAJINHU: TUIIBI, TPUYNHBI BOSHUKHOBEHNA, MEXaHU3MBbI 06pa30BaHI/I${.

b. Teneruka nmona

® TIOJIOBOW JIETEPMUHU3M H T0JI0Bast 1udepeHIuanms;
® HTalbl CEKCyaau3alluu y YeJIOBEeKa;

® KOHTPOJb CEKCyaIH3alnHy,
® aHOMAJINH CEKCyaTH3alHH.
Cc. [T'eHernka IMMYHHOTO OTBETa
®  THUIBI IMMYHHOTO OTBETA,
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®  KJIETKH HMMYHHTETA,
®  TcHBl IMMYHHTETA,
® TCHEeTHYECKHE MEXaHM3MBI pa3HooOpas3us aHTuTe U T CR.
d. Tenernka paka
®  JTOBOJBI TEHETHYECKOH MPHUPOIBI PaKOBBIX 3a00JICBAHHN;
®  STambl Pa3BUTHUS OIYXOJIEH;
e  (axTophl, OTBETCTBEHHKIE 32 Pa3BUTHE OITyXOJICH;
®  XapakTepHCTHUKAa OHKOTCHOB.
e. IIpodunakruka renernueckux Oone3Hei
®  TEHETHUYECKOEe KOHCYJIbTHPOBAHUE,
®  QpeHaTalbHAs IMarHOCTHKA,
e  TEHHas TEpammus.

4. Xpomocomubie cuuapombl (¢. layHa; c. Tepuepa; c. Knaitndenntepa; c. [laTay; c. IaBapaca):

a. IIpuuuna cu"zpoma;
b. Kapuorumsl, acconuupoBaHHBIE ¢ JAHHBEIM CHHIPOMOM;
C. MexaHu3MBbI 00pa30BaHU XPOMOCOMHON aHOMAJINH B JAHHOM CHHJPOME,;
d. T'eHermyeckas TMAarHOCTHKA;
e. Ipodunakruxa.
5. MoHorennbie 0osne3nn (Denmnketonypus, c. Mapdana, [emodumus A, u 1p....; HCHOIB3YHTE MaHHBIC

tabmuipl 10 I13 ,,MyTrannoHHas K3MEHUYHBOCTE” U3 TeTpaau mo ['Y):
a. IlpuumHa Gone3HH
b. TlocnemcTBus myTtanuii Ha:
i. MOJEKYJIAPHOM YpOBHE
ii. KJIETOYHOM, TKAHEBOM ypPOBHE
ili. ypoBHe opranuzma
C. XapaKTepUCTHKa MyTalllii, OTBETCTBEHHBIX 32 JTAHHYIO MOHOTCHHYIO OOJIC3HB;
d. Ompenencuue 1 00BSICHCHHE TEHETHICCKUX (DCHOMECHOB (€CIIH MPUCYTCTBYIOT):
i. DKCIpeccuBHOCTH
ii. IleHeTpaHTHOCTH
iii. TlnefioTporus
iv. TeHermueckas reTepOreHHOCTh
V. AHTHLHIALAS
e. TeHeanormyeckoe HacjeaOBaHHE
i. Twumn HaciegoBaHHs
ii. Tenorun 60JBHBIX
f. T'eHeTHyeckas TUarHOCTHKA (METOIBI, HEOOXOAMMbIC KOMITOHSHTHI, HTAIIbI)
[Ipodummaktuka 601e3HU

@

6. AHaJM3 reHealoruYecKkoro apesa (PUMepPhI 33/1a4 MOXKHO HAHTH B COOPHHKE TECTOB):

a. OmnpeneneHue TUIIA HACIIEAOBAHUS
b. Onpenenenie reHOTHTOB GOJTBHBIX M 3OPOBBIX YWICHOB CEMbH
C. Brruncnenue pucka 3aboneBaHus
d. TIpumepsl Gone3Hel AT COOTBETCTBYIOMIETO THITA HACIIEIOBAHMUS
7. HopMmasibHble MOHOT€HHBbIE PU3HAKH U Guananus, cooTHomenne renorun/penorun (ABO; Rh, MN,

Se/se; G/g; Hp; Xg) (mpumepsl 3a1a4 — riiaBa 18 B cOopHHKE TECTOB).

8. HaiiTu aprymMeHTBI 1 MeTOABI IS JOKA3aTeNbCTBA TEHETHYESCKOM mpupo/apl naronoruu (c. JayHa, c. Mapodan,

(eHUKEeTOHYpHsL, TeMODUITHS U JP..).

9. Bplunciaure KO3(l)q)l/lHl/leHT HacCjJeJ0BaHUs NMaTOJOI'MH, HCITOJb3YyH 6J'll/l3HeHOBblﬁ METO/.

10. Beplumc/ieHHEe YaCTOThLI TeHOB ¥ FeHOTHIIOB B nomyJisiiiuu, UCMoJIb3ysl l'lOl'ly.]'IflHMOHHO-CTaTl/lCTl/l‘leCKl/lﬁ METOoa.
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11. MyTanuu, HOMEHKJIATypa MyTAIlMii ¥ MOCJIeICTBHSI MYTAIUH.

Onucanune
H3MEeHeHHUI B Tun myrauuu (reHsas, DeHOTHIIHYECKHE MeToab! 06HAPYKeHHSsI
MyTtauus (mpuMepsbr) o o
TeHETHYEeCKOHU XpOMOCOMHAa, FeHOMHaﬂ) nmocjaeacreus JAHHOU MYTAallUH
HHpopManuu
46,XX,5p-
C2710T
46,XY,rob21/21
45,X/46,XX
69,XXY
46,X,1(X)
Al1867G
1544-1547delAGGT
46,XY,dup(16)(p11.2:p14.1)
1125insG
47 XX,+13
48, XXXY
46,X,i(Xq)
46,XX,t 9/22
45,XY,rob13/15
4251delA
46,XX/47,XX,+18
46,XY.,i(21p)
(CAG)s0
45,XX,rob(13/22)
46,XX/47, XXY
12.
A i
q—‘—[lz B puc. A pencraBieHO reHeaJorndeckoe IpeBo CEMbH ¢ 3 OOJTBHBIMH
0 I (5 ‘ 6oue3nbio [ome (inzocomuast narosnorus). [1o pedyiabpraTam
‘1 |:|2 A ‘4 .5 anektpodopesa npoxykros ITIP, onpez[evnme:
- I'eHOTHUIOB BCeX YIEHOB JAHHOW CEMbH —
B. 1112 110120314 115
e P e P — - Tun myrauun
+
A I
1 2
n |£ O a B puc. A npencraBieHo reHeaTornIeckoe IpeBo ceMbH ¢ 1 OOIBHBIM
1 2 3 (dhenmnkeronypueii. [1o pesynpraTam amextpodopesa npoaykros [P,
OnpeeIInTe:
- I'eHOTHUNOB BCeX YIEHOB JAHHOM CEMbH —
B. 11 12 111213 -
+ - Tun myranuu
A.
. B puc. A npencTaBieHo TeHeaIornieckoe IPeBO ceMbU ¢ 4 GOTBLHBIMH
cuaapomom Mapdana. [To pesynbratam anekTpodopesa IpoayKToB
n [P, onpenenure:
- T'eHOTHUNOB BCEX YJICHOB JJAHHOM CEMBH —
B. 1412 IAN2N3u4 WAN2 M3 -
BREEEES a ee - Tun myrauuu
+
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13. YpoBHM 3KCIPecCH CTPYKTYPHBIX I'€HOB:

YpoBeHb dkcnpeccuu

I'en
IHepBuyHbIi Bropuunblii Tperu4HbIi

JHK-nonumepassl

PHK-nonumepasbl

Karanassl

Cnektpuna

Rh

Menanuna

FBN1

PAH

Nucynuna

ABL

g

AJ'IKOFOJ'IBI[CFI/II[pOFeHaL’sH

F8

F9

0. IJIOOMHA

B rmo6una

CFTR

LDLR

DMD

HD

PKD1

HLA

ABO

SRY
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14. 3anoanuTe TAGIMIY JAHHBLIMHM 0 MPOMCXOKAEHHH XPOMOCOMHBIX AHOMAJIMIA (HApYITEHHST MUTO34, Meii03a)

Xpomocomuas | Ilpoucxoxxkaenue MomeHT

Penorun
aHOMAaJIuA aHeyNJIOUUM 00pa3oBaHu

Kapuorun

45,X

48, XXXY

47, XXY

47,XYY

45,X/46,XX

45,X/46,XY

46,X,i(Xq)

46,X,i(Yq)

47,XX,+21

47,XY,+21

46,XX/47,XX,+18

46,XY/47,XY,+8

47,XX,+13

47,XY,+21

46,XX/47,XX,+21

46,XY/47,XY,+21




10. Ipoanasu3upyiite kapuoTunsl (B cirydae Tecta Barr u recra F ykaxxuTe KOIMUECTBO U pa3Mepbl COOTBETCTB
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VIOIIUX TeJIel):

Kapuorun

Pacmugpyiite XxpoM0oCOMHYI0 (pOpMYyJLy

AHoMaJIuA

denorun

Tect
Barr

Tect

45, X

47, XYY

48, XXYY

46,XY,16qh+

46,XX,1qh-

46, XY, del(21p)

46,XY,inv (3)(q12.1934.3)

69, XXY

45, XY -7

48, XXXX

46,XY,dup(5p)

46,XY, 14q+

46,XY, 14q-

46,XY, 14p-

46,XX,9 ph+

46,XY ,i(21p)

46,XY,i(210)

46,XY,i(8p)

46,XY,,i(80)

46,XY,del (14)(q32.2934.1)

46,X,1(X)

46,X,i(Xp)

46,X,i(Yp)

46,X,i(YQ)

47 X,iX(p),Y

47, XX,i(YQ)

46,XX/47,XX,+21

45X [ 46,XX

46,XY [ 47, XXY




