leHeTuKa (peTckan)

Hucmpykuyus: evidepume 00un npasuibHvlil omeem

Ha3zoBure Bce XapaKTepUCTUKHA
reHeTH4YeCKOro Kojia:
a Cneuuduueckuii, TPUIIETHBIH,
YHUBEPCAJIBbHBIN, IEPEKPBIBAIOLIUNCS
0 Hecnenuduueckuii, ynupepcaibHbIH,
HENEPEKPBIBAIOIIUINCS, BBIPOKICHHbBIN
B TpunnerHslil, yHUBEpCAIbHBIN,
HENEPEKPBIBAIOIIUICS, BBIPOKICHHbBIN
r YHHUBepcalbHBIN, CIEIUPUUECKUA,
TPUILICTHBIN
A BbIpoXaeHHBIN, TPUILIIETHBIN,
IIEPEKPBIBAOLINANCS

Ha3oBuTe npuMepHOE YMCJI0 T€HOB B

KJIETKaX YeJI0BeKa:

1000 renos
5000
10000
28000
70000

H o= ® o

B sigpe kiIeTkM XpaHUTEJSIMU

reHeTn4yeckoi nHpopmanun sipasorces: 1.

JHK; 2. beakn; 3. M-PHK; 4. T-PHK.

Ecnu npaBuiibHbIN OTBET 1

Ecnu npaBunbHbl oTBETHI 1 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnu npaBunbHbIN OTBET 4

Ecnn npaBunbHbIi oTBET 1, 2, 3, 4

DT I - - = I

Mouaekyaa IHK cocTouT U3 ciienyromux
XMMHYECKUX COeNHEHMI:
a Caxapa (pu003bI), AIMUHOKHCIIOT
AMMHOKHUCIIOT
Caxapa (pu603b1), hochaTHbIX TPy U
A30TUCTBIX OCHOBAaHUHU
r Caxapa (nezoxkcupu603bl), hochaTHBIX TPy U
A30TUCTBIX OCHOBAaHUHU
A AMHUHOKHCIOT, (pocdaTHbIX Tpynn U
a30THUCTOTO OCHOBAHUS

(=)



leHeTuKa (peTckan)

OcHOBHbBIE XUMHYECKHE CBSI3H,
ydyacTBymolue B pOpMUPOBAHUH
B3aMMOeHCTBHS MEKIY
komIieMeHTapHbiMu nensamu JHK:

XpaHeHne U nepeaavya reHeTu4ecKom
HH(pOPMALINHU B PAAY KJIE€TOYHBIX
MOKOJIeHU# MPOUCXOIUT B pe3yJbTare:

JTanbl HOPMAJIbHOM KCIPECCUH TeHOB
BrJ04YaT: 1.Tpancasuuio;

2. Tpanckpunuuio; 3. Cnaiicunr; 4.
IIpoueccuHnr.

ITocaemoBaTeIbHOCTh AMHHOKHCJIOT B
NOJIMIENTHIHON Lenu onpeacasieTcs:

B cuHTe3e MOJTUNenTHAHOM Henn
yuyacTtBywoT: 1. Pudocomsri; 2. TPHK; 3.
MPHK; 4. JInzocomBbl.

H o ®m o H o= ®m o

DT I - - = I

H o= %" o

Bonopoansie cBs3u
dochoaudpupHbIe CBIA3U
IlenTuaHbIC CBSA3N

HMounrle B3auMonencTBus
JIOHOpPHO-AaKLENITOPHBIE CBA3U

Cruraiicuara
Pennukamun
Tpanckpunuuu
Tpancnsunun
IIporneccunra

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecaun npaBunbHb! 0TBETHI | 11 3
Ecnu npaBuibHbI OTBETHI 2 1 4
Ecnu npaBunbHbIN OTBET 4

Ecnn npaBunbHbIi oTBET 1, 2, 3, 4

Kondopmanueit pudbocoManbHbIX OETKOB
[TocnenoBaTenpHOCTHIO HYKIEOTH/IOB B
Mmoutekyse JTHK

[TocnenoBarenpHOCTHIO HYKIIe0TH 0B TPHK
AKTUBHOCTBIO ()EPMEHTOB
MOCTTPAHCIIIIMOHHON MO (UKAITIT
[TocnenoBarenbHOCTHIO HyKIIeoTH0B pPHK

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecnu npaBuibHbI 0TBETHI 1 1 3
Ecnu npaBuibHBI OTBETHI 2 1 4
Ecnu npaBuiibHbIN OTBET 4

Ecnu npaBuibHbIlM OTBET 1, 2, 3, 4



leHeTuKa (peTckan)

IIpoueccuHr - 3ro:

Cas3pIBaHMe penpeccopa ¢ 0enKoM

Vneoenue JIHK

Co3speanne mosekynsl PHK B simpe

Acconmanus 00JbIION U MaJIO CyOheAMHHMIT

prOGOCOMBI

a  CBs3pIBaHUE TPAHCKPUTIITUOHHOTO (haKTOpa C
MIPOMOTOPOM

- W o

B npouecce cniiaiicMHra npoMcxoamuT:
a Yasoenue JHK
Cunte3 PHK
B Bripe3anue MHTPOHOB U3 MEPBUYHOTO
TPaAHCKPHUIIIIMOHHOTO MTPOJIYKTa
r Cunres Oenka
Cunre3 ATD

=)

CexBenupoBanne IHK npencraBisier
codoii:
a OmnpeneneHue nocuea0BaTeIbHOCTU
AMUHOKHCIIOT B OeJiKe
0 Meron “cOpTUPOBKH” XpOMOCOM
B OmnpeneneHue nocieq0BaTeIbHOCTH
HykieoruoB JJHK
r HccnenoBanue B3aumoneiicteus JJHK ¢
OenkamMu
a1 HWccnenoBanue uneHTU(UKaIMKA OEJIKOB

B cTpykTYypy XpOoMocoMBI Yes10BeKa
BxoaAaT: 1. llentpomepa; 2. Koporkoe
mieqo; 3. Jlaunnoe mieqo; 4. Manoe

J1e4o.
a Ecnu npaBuibHBI OTBETHI 1, 2, 3
0 Ecin npaBuibHbI 0TBETHI | 1 3
B Ecnu npaBuibHbI OTBETHI 2 U 4
r Eciau npaBuibHBIN oTBET 4
n  Ecnu npaBuibHEI oTBeET 1, 2, 3, 4

Y yesioBeka B HOpMe pa3jM4yalOT

cJeylouye THIIBI XpPOMOCOM:

1.AkpouneHTpHYecKne;

2.MeTaneHTpHYecKHe;

3.Cyomeranentpudeckue; 4.IlonureHnsie.
a FEciu npaBuibHbI OTBETHI 1, 2, 3
0 Eciuu npaBuibHbI 0TBeTHI | 1 3
B Ecnu npaBuibHbI OTBETH 2 U 4
r Ecinu npaBuibHbIM oTBET 4
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n Ecnu npaBunbHbll oTBeT 1, 2, 3, 4

LenTpomepa - 310: 1. [lepersizkka,
pasaensiioniasi XpoMocoMy Ha JBa mJjeua; 2.
YuacTok NpuKpenJieHus: BepeTeHa
aesieHusi; 3. Y4acTOK, HTPAIONIUIA TVIABHYIO
poJib B ejieHuu KJeTku; 4. Konuenoii
Y4YaCTOK XpOMOCOMBI.

a Eciuu npaBuibHbI OTBETHI 1, 2, 3
0 Eciu npaBuibHbI 0TBeTHI | 1 3
B Ecnu npaBuibHbI 0TBETH 2 U 4
r Eciu npaBuibHbIN oTBeT 4
a  Ecnu npaBwibHbIi oTBeET 1, 2, 3, 4
B cocTaB XxpomMocoMbl YesioBeKa BXOAUT: 1.
JAHK; 2. 'mcToHoBbIe Oenku; 3.
Heruncronosnble 6eaku; 4. PHK.
a Ecnu npaBuibHbI OTBETHI 1, 2, 3
0 Ecnu npaBuibHbI OTBETHI | 11 3
B Ecnu npaBuibHbI OTBETH 2 U 4
r Ecnu npaBuibHbIl OTBET 4
n Ecnu npaBuneHelit otBeT 1, 2, 3, 4
Muto3 —310: 1. Henmpsimoit THI 1e1IeHUs
KJIeTKHU; 2. PeqyknunonHoe gejienue; 3.
Mmuorocraauiinbiii npouecc; 4. Ilpamoi
THUII J1eJICHH .
a Ecnu npaBuibHBI OTBETHI 1, 2, 3
0 Ecin npaBuibHbI OTBETHI | 1 3
B Ecnu mpaBuibHbI OTBETH 2 1 4
r Eciau npaBuibHBIN oTBET 4
n Ecnu npaBuneHbIl oTBeET 1, 2, 3, 4
Meiio3 —3T10: 1.Tum aejenus, B xoae
KOTOPOTI0 MPONCXOAUT PeIyKIIUA YHUCIA
xpomocoM; 2. MHorocraauiiHbIi npouecc;
3. [lesieHHe cCOMaTHYeCKHUX KJIETOK; 4.
KoncepBaTuBHBII THII 1eJIeHUS.
a FEciu npaBuibHbI OTBETHI 1, 2, 3
0 Eciu npaBuibHbI OTBETHI | 1 2
B Ecnu npaBuwibHbI OTBETHI 2 1 4
r Eciau npaBuibHBIM oTBET 4
n  Ecnu npaBuibHBIM OoTBeET 1, 2, 3, 4
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N cTOYHUKOM reHeTH4eCKOro
pa3HooOpa3us B Meiio3e aBJsercs: 1.
He3aBucumoe pacxoxnaeHue
HEroMOJIOTHYHBIX XPOMOCOM B X0/1€

Pe1yKIMOHHOIO AejieHus; 2. IuMunyuus
XpoMaTHHa B HHTepdaze mexay 1-M u 2-m

nesqenneM Meioza; 3. Kpoccunrosep; 4.

CrnoHTaHHbBIE MYyTallui, 4aCTOTA KOTOPbIX

MHOTOKPATHO YBeJIUYHBAETCH MPH
BCTYIVIEHUH KJIETOK BO BTOpOe
MeHoTHYecKoe aeJIeHue.

IlepBHYHOE HepacxoKIeHHE XPOMOCOM —
3TO:

BTopuuHoe HepacxoKaeHne XPOMOCOM
-3T0:

H o= ®m o

Ecnun npaBuibHbl OTBETHI 1, 2, 3
Ecnu npaBuibHbI OTBETHI 1 1 3
Ecnu npaBuiibHbI OTBETHI 2 U 4
Ecnu npaBuibHbIN OTBET 4

Ecnu npaBunbHbi oTBET 1, 2, 3, 4

Hepacxoxxaenue XpoMOCOM B IIEPBOM JICTICHUHU
Mero3a;

Hepacxoxnenne xpoMocom B Meiio3e y
KapHUOJOTUYECKU HOPMAJIbHOTO UHAUBUYYMa;

Hepacxoxaenue XxpoMOCOM B IEPBOM JIE€IIEHUU
JPOOJICHUS 3UTOTHI,

Hepacxoxaenue XxpoMocoM BO BTOPOM
MEHOTHYECKOM JICJIICHH,

OnHOKpaTHOE HEPACXOKIEHUE XPOMOCOM B
Metio3e (M B 1-M, uiu BO 2-M MEHOTHYECKOM
JICJTICHUH ).

Hepacxoxxaenue XxpoMocoM BO BTOPOM
JIEIICHUN MEHO03a;

JIBa cinenyrouux Apyr 3a JpyroM
HEPacXOXKJIEHHUSI XPOMOCOM, CHaJdasa- B
TEPBOM, a 3aTEM — BO BTOPOM JIEJICHUU MEH03a;

Hepacxoxaenne XxpoMocoM B Me03€e y
WHINBUAYYMa, YK€ UMEIOIIEr0 XPOMOCOMHYIO
MaTOJIOTHIO;

Hepacxoxnenne XxpoMocoM BO BTOPOM
JACJIICHUU ,Z[pO6JIeHI/I$I 3UTOTHI
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a1 HepacxoxaeHne XxpoMocoM B Meio3e y
HOCHUTEIISI POOEPTCOHOBCKOM TPaHCIOKAIIUU

AHeyn1oMIHas KJIeTKa MOKeT BOSHUKHYTh
B pesyabTare: 1. OTcTaBaHust OXHOMI
XpoMocoMbI B aHada3e; 2.
IIpexneBpeMeHHOr0 pa3jiesieHust
neHTpomep; 3. Co0CTBEHHO
HepPaCX0kKIeHUsl XpoMocoM; 4.

JHIOMHTO3A.
a Ecnu npaBuibHbI OTBETHI 1, 2, 3
0 Ecnu npaBuibHbI OTBETHI | 11 3
B Ecnu npaBuiibHbI OTBETHI 2 U 4
r Ecnu npaBuibHbIl OTBET 4
n Ecnu npaBunbeHbll oTBeT 1, 2, 3, 4
K MexxpomMocoMHBIM nepecTpoiikam
oTHOocsTcs: 1. PenunpoxkHas
TpaHcJaokanus; 2. PodeprconoBckas
Tpanjokanus; 3. KoabueBass xpomocoma;
4. HepeuunpoxkHasi TPAHCJIOKAI U,
a Ecnu npaBuibHbI 0TBETHI 1 11 3
0 Ecnu npaBunbHbI OTBETHI 1, 2 1 4
B Ecnu npaBunbHbIN OTBET 4
r Ecnu npaBuiabHbl OTBETHI 1, 2, 3 1 4
n  Ecnu npaBuiibHBI OTBETHI 2, 3 U 4
K BHYTpHXpOMOCOMHBIM NepecTpoiiKkam
otHocaTes: 1. Heanenus; 2. Aynimkanus; 3.
HNuBepcusn; 4. Konbnesasa xpomocoma; S.
HNucepuus; 6. H3o0xpomocoma.
a Ecin npaBuibHbI 0TBeTHI | 1 3
0 Ecnu npaBuibHBI OTBETHI 1,2 11 5
B Ecnu npaBunbHbIi 0TBET 4 1 6
r Ecmau npaBuibHbl oTBeTHI 1, 2, 3,41 6
a  Ecau npaBuibHbI OTBETHI 2, 3 1 4
Cocrosinne, xapakrepusylouieecst
0/ITHOBPE€MEHHBbIM HAJINYHEM B OPraHu3sMe
KJIETOYHBIX KJIOHOB € Pa3HbIM
KApMOTHUIIOM, HA3bIBAIOT:
a ['eHOMHBIN UMIIPUHTUHT
0 AHeymionaus
B ['ereporutonaus
r XpoMocoMHbIEe abeppaluu
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Craaus KJIEeTOYHOIO0 AeJeHns1, HanooJee
yao0Hasi AJ1sl U3yUYeHHUsi XPOMOCOM:

I'en —dTO:

B cocTraB reHa, kak e JMHHHUIbI
HacJIeACTBEeHHOI HHopManuH, BXOJAT:

T'enoM 4Jes10BeEKa - 3TO:

A

H o= W o

H o= = o\

Mozaunuszm

[Tpodaza
Meradaza
Amnadaza
Nurepdaza
Tenodaza

VYyacrtok JIHK, xogupyromuii NoIunenTuaHyo
LIeTb

@parMeHT NONUIENTUAHON LIETIH
Anbda-careumuTHas MOCIE0BaTEIIBHOCTD
JIHK

[ToBTOpstomascs nocieaopareabHocTh JJHK

[TocnenoBarenbHOCTh, PaCHOIOKEHHAS 10
CTapTOBO TOYKH TPAHCKPUIILIUU

IIpoMoTOp, MHULIMUPYIOLUI KOJOH, K30HBI,
MHTPOHBI, TEPMUHUPYIOLINN KOJIOH

OK30HBI

HNHTpOoHBI

IIpomMOTOp ¥ UHTPOHBI

[IpomoTOp, HHUITUUPYIOLINK KOJIOH, HHTPOHBI,
TEPMUHUPYIOIIHNA KOJIOH

COBOKYITHOCTB BCE€X MOJIEKYJI CTPYKTYPHBIX
0e1KOB U (hepMEHTOB

HacnencrBenHsIil annapar KJIETKH,
coJiepKalIuii Bech 00beM HH(pOpMaIuy,
HEOO0XOAUMOM Il Pa3BUTHS OPraHU3Ma
DHepreTUYecKHil anmnapar KJIeTKH
COBOKYITHOCTB BCEX IKCIPECCHPYIOITIXCS
MOJIEKYJ B KJIETKE

COBOKYITHOCTh BCEX METHIIUPOBAHHBIX
MOCJIeI0BAaTEIbHOCTEN B KIIETKE
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Myranuu - 310: 1. U3MeHenne
NOCJ1e/10BATEJIbHOCTH HYKJIEOTH/I0B
BHYTPH reta (reton); 2. U3meHeHue yucia
xpomocom; 3. U3MeHeHne CTPYKTYPbI
XpoMOCcoMBbI (XpomMocom); 4. ExuHn4HbIE
cJIy4am ayTOCOMHO-pelecCHBHBIX
3a00J1eBaHMii B IOTOMCTBE OT Opaka JABYX
310pPOBBIX CYNPYIOB.

a
0
B
r
a
I'ennast myTanus - 31o: 1. 3amena oaHoOro
WIN HecKoJbKHMX HykjIeotuaos J1HK; 2.
Boinagenue (aeseuusi) OAHOT0 UJIH
HECKOJILKHX HYKJ1e0THa0B; 3. BcraBka
(MHCepuUs) OAHOTO MJIH HECKOJIBKHUX
HyKkJ1eoTH10B; 4. IlepectanoBka
HYKJICOTH/IOB BHYTPH r'eHa.
a
0
B
r
A
KakoBo 3Ha4eHune MyTaluu co CABUIOM
PAaMKH CYUTHIBAHUS HA YPOBHEe 0€eJIKOBOI
MOJIEKYJIbI?
a
0
B
r

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibHbI 0TBETHI 1 13
Ecnu npaBuibHbI OTBETHI 2 14
Ecnu npaBuiibHbIN 0TBET4

Ecnu npaBuibHbIM OTBET 1, 2, 3,

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecaun npaBunbHb! 0TBETHI | 11 3
Ecnu npaBuibHbI OTBETHI 2 1 4
Ecnu npaBunbHbIN OTBET 4

Ecnn npaBunbHbIi oTBET 1, 2, 3, 4

[Ipoucxoaut 3ameHa OHONM aMUHOKHUCIIOTHI Ha
ApYTyto;

B touke mytamuu 10 KoHIa 6enka
aMHHOKHUCJIOTHAS [I0CJIEN0BATEIHHOCTD
H3MEHSETCS, OMHAKO, IJINHA OejIKa Takas e,
KaK y IUKOTO THUTIA;

B GONBIIMHCTBE CITy9YaeB YUCIIO KOJIOHOB ITOCITe
TOYKH MYTaIlUd MEHSETCS, YACTO MOSIBIISIFOTCS
BHYTPEHHHUE CTOMN-KOJIOHBI, BBI3BIBAIOIIINE
MIPEKIEBPEMEHHOE MPEKpalleHne CHHTe3a
MOJIUTIETITUAHON TIENH 1 00pa3oBaHUe
YKOPOUEHHOTO MPOJIyKTa, TUIIEHHOTO
OMOJIOrHYECKOH aKTUBHOCTH.

Koneunslilt poiyKT HEM3MEHEH.
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IepukoHuenuuoHHasi NPOPUIAKTHKA
nposoauTcs: 1. 10 HacTynJIeHUs
OepemMeHHOCTH; 2. B OJMKalIIIe CPOKH
1ocJjie HaCTyIJIeHHsl 0epeMeHHOCTH; 3. B
TedeHUe Beell OepeMeHHOCTH; 4. B TeYeHHe
BCell KU3HH.

a [lpaBunbHblii oTBeT 1 1 2
0 IlpaBwibnblii oTBeT 1 1 3
B IIpaBuibHblii oTBET 2 1 3
r IlpaBunbHslil oTBeT 3 U 4
a IlpaBunbHbIi oTBeT 1, 2,3 1 4

B nepBoM TpumMecTpe OepeMeHHOCTH

NPUMEHNM CJIeIyI0IHNi MeTOo] HHBA3UBHOM

NPEeHATAJbHON JUATHOCTHKH:
a AMHHOIIEHTE3
0 bwuomncus xopuona
B Kopnouenres
r ®erockonus

IIpenarajbHasi AMATHOCTHKA CHHAPOMA

JlayHa Ha monyJIsIMOHHOM YPOBHeE

HaunOoJ1ee d3pPekTHBHA C TOMOIIbIO

onpejiesieHUs] B KPOBH MaTepPH CJIeyIOIIHX

nokaszareJieii: 1. anbdaderonporenna, 2.

XOPHOHMYECKOI0 TOHAJ0TPONNHA, 3.

HEKOHBIOTMPOBAHHOI'0 3CTPHOJIA, 4.

KJIETOK IJIO/AA.
a [lpaBunbHblii otBeT 1,2, 3
0 IlpaBunbHbIN OTBET 2, 3, 4
B IlpaBuibnbiii oTBeT 1, 3, 4
r IlpaBunwHsbiii otBeT 1,2,3 u 4

IIpu npoBegeHUN NpeHATATLHOIO

CKPMHMHIA 10 MATEPUHCKHUM

CHIBOPOTOYHBIM (paKTOpaM y OepeMeHHOM

JKeHIIMHbI 00HAPYKEeHbI CJIeAyIoIHe

nokazareyn: ADII — nuxe Hopmbl, XTI —

BbIle HOpMbI, HD — Huzke HopMmbl. Ilpn

TAKHX Pe3yJbTaTaX MOKHO NPeAN0JI0KATD,

4YTO y IJIOJA HMeeTCs CieqyoImas

NATOJIOTHS:
a XpomocoMHOeE 3a00yieBaHUE
0 JedexT HepBHOM TpyOKH (aH3HLIEanus, spina

bifida u 1.11.)
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Ha3oBute kpuTepnu oréopa 3a060/1eBaHUA

AJIA MPOBEACHUA MACCOBOT0 CKPUHMHI A

Cpoku 3a00pa KPOBH Y HOBOPOKIE€HHBIX
NpU NPOBeJleHUH HEOHATAIBHOTO
ckpununra B P®: 1. Ha 2 nenb; 2. Ha 4
nenb; 3. Ha 7 nenn; 4. Ha 14 nens.

Ha xakmue 3a00;1eBaHus 00c/1eayoT
HOBOPO’KACHHBIX IIPH NPOBEACHUHU
MaccoBOro cKkpuHuHra B P®: 1.
DeHniKeToHypHusi; 2. BposkaeHHbIH
THIOTEPHO3; 3. AIPEHOreHUTATbHbIN
cunapom; 4. IN'anakrozemus; 4.
MyxkoBucuunos; 5. Tupo3znnemusi; 6. Bee
nepevncaeHHbIe 3a00/1eBaHNA.

Kakoii moka3arteiib onpenejasior npu
NPOBEICHUHM MACCOBOI0 CKPMHHMHIA HA
MykoBucuuao3: 1. UMmMyHopeakTHBHBIN
TpUICHH; 2. 17 okcunporecTepon; 3.
Juacrasa; 4. Xuiopuasl nora.

H o= %" o

H o= %" o

Pacmenuna ryObr u/unu Heba
MHOXeCTBEHHBIC BPOXKICHHBIC TIOPOKH
pa3BHUTHS

be3 cBoeBpeMeHHOTO BHISIBIICHUS 00JIE3HB
3HAYUTEILHO CHIDKACT XKU3HECIIOCOOHOCTh U
MPUBOJUT K MHBAIUIU3AIIUU

Ectb METOABI YTOUHSIOWIEH THATHOCTUKHU
3a0071eBaHus

NwmeroTcst 3¢ eKTUBHBIE METO/IBI
MPOPUIAKTUYECKOTO JICUCHHS 3a00JICBaHUS
YacroTa 3a001€BaHMsI B TOMYJISIIUN COCTABIISICT
1:10000 u BBIIIE

Bce nepeuncnennsle Kpurepun

[IpaBunbHbIf OTBET 1
[IpaBuibHbIN OTBET 2 U 3
[IpaBunbHbIl OTBET 4
[IpaBunbHbIl oTBET 1 U 4
[IpaBuneHeIit oTBeT: 1,2,3 14

[IpaBunbHbI OTBET 1, 2
[IpaBuibHbIi oTBET 1, 2 11 4
[IpaBuneHb otBEeT 1,3 1 5
[IpaBuibHBIN OTBET 6
[IpaBunbHbIii oTBET 1, 2,3,41 5
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a IlpaBuibHbIil oTBET 1
0 IlpaBuibHBII OTBET 2
B [lpaBunbHblii oTBET 3
r IlpaBunbHbIl OoTBET 4

30J10TOM CTAHAAPT AMATHOCTHKH

MYKOBHCIH/103a:
a HPT
0 OrmpeneneHure ypoBHs 3J1acTa3bl
B Ilokazarenu ®BJ]
r IloroBas mpoba

J1st kakux 3a00J1eBaHMI HCI0JIB3YyeMblIil

IPU HEOHATAJIBLHOM CKPUHUHIE METO/

odsnanaer 100% 4yBCTBHUTEJIBLHOCTHIO U

100% cnemudguyHocThio: 1.

®eHunnKeToHypHs; 2. BpoxaeHHbIi

THNOTHPEO03; 3. AJIPeHOreHUTAIbHbII

cuHapom; 4. 'anakrozemus; 5.

MykoBHCIHI03.
a [lpaBunbHblil oTBeT 1
0 IlpaBmibHbIi OTBET 2
B IlpaBuibHblii oTBET 3
r IlpaBunbHbIil oTBET 4
n IlpaBwibHbli oTBeT 1, 2,3,4 15

YKauTe CPOK IPOBeICHHUS peTecTa Ha

mykoBucuuaos: 1. Ilocae 14 nus sxusum; 2.

MMocae 21 aus xu3nu; 3. Mocae 7 qust

KU3HMU.
a IIpaBuibHbI oTBET 1
0 IlpaBuibHbII OTBET 2
B [IpaBunbHblil oTBET 3
r IlpaBunbHblii otBeT 1 U 3

Ilocie kakoro Bo3pacTa HOBOPOKAEHHOTO

Helej1eco00pa3Ho OlleHNBATh MOKA3aTe/lb

HUPT: 1. Hocae 14 ausa; 2. Ilocae 21 aus; 3.
IMocae 29 aus.

a IIpaBuibHbIil oTBET 1
0 IIpaBuibHBIN OTBET 2
B [IpaBunbHblil oTBET 3

Ha3oBuTe 0CHOBHBIE XapaKTEPUCTHKH
HEOHATAJbHOI0 CKPUHUHIA:
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C noMouib10 GayopuMeTpun YCTAHOBJIEHO,
4TO YPOBEeHb (PeHUIATAHUHA B KPOBH
HOBOPO:X1eHHOT0 15 Mr%. JleueOnas
TAKTHKA 10 OTHOIIEHHIO K ITOMY peOeHKYy
BKJIIOYAET:

YcraHoBjieHO, YTO YPOBEHb
(eHnIAIAHUHA B KPOBH HOBOPOKIEHHOT0
cocraBJjsieT 6 Mr%. /lanbHeilimasi TAKTHKA
110 OTHOLLIEHHIO K 3TOMY peOeHKY:

HopmanbHasi KOHUEHTpauus
(peHunanaHMHA B KPOBH COCTABJISIET:

JlJ1si AMArHOCTUKH JIU30COMHBIX 0os1e3Hel
HCMOJIb3YyeTCs BCe MepevncieHHoe, KpoMe:

DT B - - = I ]

MaccoBblif, 0€30TOOPOYHBIN XapaKkTep
o0cienoBanus

JIBYyX3TammHOCTh JUarHOCTUKU
[MpodunakTryeckas HaIPaBICHHOCTh
Bce nepeuncnennsie

Ha3nauenue queTsl ¢ orpaHu4YeHUEM
¢bennnananuHa npyu OMOXMMUYECKOM KOHTPOJIE
3a JIeYeHHEM

Tonpko HabIIOIEHHE TIEAUATPA
Buramunotepanuto ¢ nomoibto B6

BBenenue Tuposuna

Haznauenue nueTsl ¢ orpaHuYeHUEM
(beHnnaNaHuHa Mpu GMOXMMHUYECKOM KOHTpPOJIE
3a JIEYEHUEM

buoxuMuueckuit KOHTPOJIb YPOBHS
(eHunnanaHuHa KPOBU

Tonbko HabOrOAEHUE TTIEUATpa

B HaOmroneHnn HeT HEOOXOAUMOCTH
Heo6xoanmo neuenue ¢ nomouisro BH4

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

HCCJ’IGJIOBaHI/Iﬂ AKTUBHOCTH JIN30COMHBIX
(dbepMeHTOB

BbIsiBiIeHUS TPOAYKTOB 1e(EKTHOTO
KaTaboJIM3Ma COJCPKUMOTO JTU30COM



leHeTuKa (peTckan)

IKTPOJAAKTHIUA — ITO AYyTOCOMHO-
AOMHHAHTHOE HApPYLIeHHe PAa3BUTHS
KHCTeH U CTOIL. Y J1e[la M BHYKA eCTh
IKTPOJAKTUIINS, 2 Yy 0TI pefeHKA NaTbUbl
HopMaJsibHbIe. Kakoe 00bsicHeHHe BepHOe:

Kakoe yTBep:x1eHue BepHO 151
MYJbTH(PAKTOPUAIBLHOI0 HACIe10BaAHNS ?

Yro u3 HHKENepeYHuCJIeHHOr0 He
COOTBETCTBYET X-CHENIECHHOMY
HACJIeI0BAHHIO:

H o= ®m o

B Merona "MeTabomn4eckoro KoonepupoBanus"

r OmnpeneneHns KOHUEHTPALNUU AIEKTPOJIIUTOB B

OMOJIOrMYECKUX KHUAKOCTAX

Hosasa myranus

Henonnas nenerparHoCTh

PaznuuHas 3xcnpecCUBHOCTh MPU3HAKA
AHTHIIATIAIAS

T"onaguerii MoO3anII3M

BeposiTHOCTB nposiBIIeHUs 3a00J1€BaHUsS Y
000MX MOHO3UTOTHBIX OJIM3HELOB HUXKE, UEM Y
JU3UTOTHBIX;

Hanuuue 3a0o0neBaHus y HECKOJIBKHUX WIEHOB
CEMbH YBEIIMUUBAET BEPOSATHOCTD €r0
IIPOSABJICHUS Y IOTOMCTBA;

YV GoABIIMHCTBA JETEH C
MyJIbTU(GAKTOPUATIBHBIM 3a00JI€BaHUEM
POAUTENHN TaKKe OOJIbHBL;

BonbmrHCTBO MynbTU()AKTOPUATBHBIX
3a00JeBaHU BbI3BaHbI MyTallUSIMH B JIBYX
TeHax;

VY pOACTBEHHHUKOB IIEPBOM CTENEHU PUCK
3a00JieBaHNUs MOBBILIEH KaKk MUHUMYM B 20 pas.

Kaxk nmpaBnio. X-clenaeHHbIMI pelieCCUBHBIMU
3a00JIeBaHUSAMU CTPAJIAIOT JIUIA MY>KCKOTO
oJ1a;

Ecan MyTaHTHBIN T€H pacIioJIOKEH B
IICEBJ0AYyTOCOMHOM PErHMOHE MOJIOBBIX
XpOMOCOM, POZIOCIIOBHAsI COOTBETCTBYET
ayTOCOMHO-JJOMHHAaHTHOMY HACJIEOBAaHUIO;



leHeTuKa (peTckan)

O06a cynpyra 00JbHBI AyTOCOMHO-
penecCuBHBIM I'eHeTHYeCKUM
3a0o0JieBaHueM (IJ1yxoTa). Y cynpyron
00J/1e3Hb BbI3BAaHA PA3HBIMU MYTAIUSIMU
OJHOT0 M TOro e reia. Kakos puck
po:kneHust 00J1bHOTO pedeHka?

TepMm{ aJJIC/IbHAsA T€TECPOr¢HHOCTDb
O3HavaeT:

C noMoIIbI0 MOJHOIK30MHOIO
CEKBEHMPOBAHMS MOKHO MCCJIE0BATh:

O0a poauTeist 00JIbHBI OTHUM U TEM 3Ke
ayTOCOMHO-IOMMHAHTHBIM 3200/IeBaHHEM,
BbI3BAHHBIM MyTalueil B OTHOM reHe. Puck
3a00/1eBaHMsl Y MX peOGeHKa cOCTaBJIsIeT:

H o= ®w o

a

X-clIemIeHHOE JOMUHAHTHOE 3a00JICBaHKE
MOXET Mopa)xaTh KaK MaJIbUYUKOB, TaK U
JIEBOYECK;

3aboeBaHre MOXKET MEepeIaBaThCs OT OTIA K
CBIHY;

TsoxecTs 3a00JI€BaHUS Y KEHIITMH MOKET
3aBUCETh OT MHAKTUBAIIMU X-XPOMOCOMBI.

25%
50%
75%
100%
0%

Haymnmune HECKOMBKUX T€HOB, KOTOPBIE MOTYT
BBI3BATh OJIHY U TY ke 0O0JIe3Hb;

Hanuuue 6omnee ogHO# MyTalluu B reHe;
Hanuuue HecKoNMbKUX 3a00J1€BaHUH,
BBI3BAHHBIX MYTallMsIMU B OJTHOM T'€HE;
TouHBINM r'eH, OTBETCTBEHHBIH 3a 3a00JIeBaHUE
HEU3BECTEH, HO M3BECTHA €TI0 JIOKAIH3aIlus.

JIroOble N3MEHEHMsI B TEHOME;

N3meneHns ToNbKO B ONPEIETIEHHOM
XPOMOCOMHOM PETHOHE;

W3meHeHns B peryisaTOPHBIX pErHoHax;
W3meHeHus B O€TOK-KOAUPYIOUIMX PErHOHaX;

n3MeHeHus B Metunuposanuu JJHK.

25%;



leHeTuKa (peTckan)

XpoMOCOMHBINE MUKPOMATPUYHbIN aHAJIN3

BBISIBJIFCT CJCAYIOIIUE U3MCHCHUSA 1. AHey-

U nosunJouauu; 2. Kpynuele gejenun u
aymiaukanuu; 3. Mukpoaeneunu u
MUKpoayIIuKauuu; 4. CTpyKTypHbIe
nepecTpoiiku xpomocom; 5. TouxkoBbie
MYTALUH.

¥ 4-neTHero pedGeHKka yMCTBeHHasi
OTCTAJIOCTh, CY/IOPOTH M BPOsKI€HHBIH
MOPOK cepana. XpoMOCOMHBIH
MHMKPOMATPUYHBII aHAJIN3 BHISIBUJI
MHUKpoaeJenno B xpomocome 16q11.2.
Martb uMeeT TaKyIo ke MUKPO/Je/Iel 0, HO
a0co0THO 310poBa. KakoBo HauboJ1ee
BepPOsITHOE 00bsICHeHUEe?

Y o0oux poauTeseii uMeeTcs TYTOYXOCTh €
ayTOCOMHO-PeLeCCHBHBIM THIIOM
HACJIeI0BAHUS, HO BBI3BAHHAS MYTALMAMH
B Pa3HbIX I'eHax (reHeTH4YecKast
rereporeHHocTn). Kakos puck ryroyxocrn
y X pe0eHKa:

H o= ® o H o= = o\

- W o

H o= %" o

0,50%
0%,;
100%
75%.

Ecnu npaBuibHbI 0TBETHI 1, 2, 3.
Ecnu npaBuibHbI OTBETHI 3, 4 1 5.
Ecnu npaBuiibHbIi oTBET 1

Ecnu npaBuibHBIN OTBET 5.

Ecau npaBuibHbI OTBETHI 1, 2, 3, 4. 5.

OTtcyTCTBHE KPOBHOTO POJICTBA;

HenonHas neHeTpaHTHOCTH;

OTO0 HeHacaeACTBEHHOE 3a00JIEBAHUE;
JlomkHa OBITH TOYEYHAst MyTallHsl BO BTOPOM
aJljIeIie OTHOTO M3 JIEIETUPOBAHHBIX TEHOB
pebeHka;

['eHOMHBIN IMIIPUHTHH

25%;
1%;
0%;
75%;
100%.



leHeTuKa (peTckan)

Tepmun "roHagHbiii Mo3aunusm'
03HAYaeT:

YT0 HEe OTHOCUTCS K HOPMAJIbHOM
BapuadeIbHOCTH Cpelu 3I0POBBIX JI0Iel B
NOMYJIAUMU?

Onpenenennasi MUKpoaeIen s MMeeT
Bapuanuio yuciaa konuii B 630 k6. Kakum
METO/IOM OHA MOKeT ObITh 00HApYyKeHa?

B renern4eckyo KOHCYJIbTAIHIO
o0paTniiach KeHIIUHA, MYK KOTOPOH
0oJieH remoduaueii. Kakoi puck 1
JaeTeH 0:KUJAaeTcs B 3TOM Opake, ecjin
U3BECTHO, YTO POJAOCIOBHAsI CaAMOii
JKeHIIMHBI M0 reMoQUJINU He OTAroLeHa?

DT I - - = I

(=)}

Mytanuus IpuCyTCTBYET TOJIBKO B HEKOTOPBIX
TOHAIHBIX KJIETKAX;

CuMmnToMBI 3200J€BaHUs IPUCYTCTBYIOT B
pa3IMYHBIX TKaHAX;

VY manueHToB C OJIHUM M TeM ke 3a00JIeBaHUs
HaOJII0AaeTCs pa3Hasi CTEIeHb €ro TSKECTH;

MYTaHI/Iﬂ IIPUCYTCTBYET BO BCEX KIIETKAX TCJIa,

VY nanueHTa CymecTBYIOT JIBE pa3HbIe MyTallUH.

TpUHYKIEOTHAHBIN OBTOP MEepel EePBHIM
9K30HOM B I'€HE

OpnonyxieoTuaAHbIH monumopduzm SNP
N3menenus B MecTax COeIMHEHUSI UHTPOHOB U
9K30HOB

BapuabenpHblif TaHIEMHBIN TOBTOP B
HEKOJMPYIOIIHUX PETHOHAX.

FISH nns nentpomepsl

[P

KapuorunupoBanue
CexBennpoBanuenoCeHrepy
CpaBHuTeNbHAs TeHOMHAsI THOPUAU3AIIHS

Bce manbunku OyayT 601bHBI

ITonoBrHA MaTbYUKOB Oy1yT OOIBHBIMU

Bce netn OynyT 310poBBI HE3aBUCUMO OT 110713,
HO JICBOYKH OyJTyT HOCUTEIbHUIIAMH I'eHa
reMopuInu

Bce neBouku OynyT 60JIBbHBI



leHeTuKa (peTckan)

ITo ayTOCOMHO-TOMHHAHTHOMY THILY
HACJEeAYITCS BCe NMepeyucaeHHble
3200/1€eBaHMsl, 32 HCKJIIOYEHHEM:

C X-XxpomocoMoii clienJieH reH:

Ilo ayTocoMHO-peniecCHBHOMY THITY
HaCJIeIYIOTCS BCe NepevyucjieHHbIe
3a00JieBaHMS, 32 HCKJIIOYEHHEM:

B noromcTBe OT Opaka ABYX reTepo3uroT ¢
ayTOCOMHO-IOMUHAHTHBIM 3200J1eBaHUEM
BEPOSITHOCTH 00JI€3HH COCTABJISICT:

My:K4uHa, TOMO3UTOTHBIH 0 TeHY
TAJIACCEMHH, }KEHUJICSI HA HOCUTEIbHHUIIe
TOI0 JKe MATOJIOrH4eCKOro reHa.
BeposiTHOCTB posKIeHMsI 310POBBIX 1eTell B
3TOM OpaKe coCTaBJIsieT:

H o= ®m o

H o ®m o

H o= %" o

a
0

[TonoBuHa 1eBoYEK OYyAyT HOCUTEIBHULIAMU
[1aTOJIOTHYECKOT0 TeHA

XoHapoaucTpopuu
OeHUITKETOHYPHUH
Heiipodubpomaroza

Xopeu ['enTuHIrTOHA
Cunapoma Dnepca—/lannoca

AJIPEHOTeHUTAIBHOTO CUHAPOMA

I'emodumuu A

Cunnpoma Knaitndensrepa

Cunapoma llepemeBckoro-TepHepa
CuHapoMa reMopparuyecKoil TeIeaHruIKTa3uu

AJnKanToHypHUH
Bupunusupyromei runepruiazuu
HAJTIOYEYHHUKOB

Cunnpoma Tepuepa
I'mnoxpomHoi aneMun
DEHUIKETOHYpUHT

100%
0%
25%
50%
75%.

0%
100%



leHeTuKa (peTckan)

IIpu ayTOCOMHO-IOMHUHAHTHOM
3200/1eBAaHUH C TICHETPAHTHOCTHIO

NaTOJIOTM4YeCKOro reia y rereposuror 80%

B Opake IBYX 00JIbHBIX CYIIPYIOB
aHOMAJILHBINA (peHOTHIl OyIeT UMETh:

BoabIMHCTBO HAC/IEACTBEHHBIX
HapylIeHuil MeTad0JIM3Ma 00yCI0BIEHO:

IIpusnakamMm ayToCOMHO-IOMHHAHTHOI'O
HACJIeIOBAHMS ABJSIOTCS: 1)
BePTHKAJbLHBIN XapaKkTep nepeiayu
00JIe3HN B PO/IOCJIOBHOI1; 2) NPOsIBJICHHUE
NMATOJOTH4eCKOr0 COCTOSIHMA,
He3aBHCHMOE OT 10.12a; 3) BEepOSATHOCTH
poxaeHust 00JbHOT0 pedeHKa B Opake
00JIbHOTO0 ¥ 310p0BOro cynpyros 50%.

B
r

A

H o= W o

- ® o

H o= %" o

50%
33%
25%.

25% neren
45% nereit
55% nereit
65% nereit
95% neren

JIOMUHAaHTHBIMHA T'€HaMHU
PeneccuBHLIMHU reHAMU
[uTommazMaTu4yecKol HaclIeICTBEHHOCTHIO

XPpOMOCOMHBIMHU HapyLICHUSIMHU

[IpaBunbHbIi OTBET 1
IIpaBuibHBII OTBET 2
[IpaBunbHbIN OTBET 3
IIpaBuibHbI OTBET 1 1 2
[IpaBuibHblii oTBeT 1,2 11 3



leHeTuKa (peTckan)

IIpuunHOM, 3aTPYAHAIOLIECH KINHUYECKYIO
AHATHOCTHKY XPOMOCOMHBIX CHHAPOMOB
0e3 XpOMOCOMHOI0 aHAJIN3a, siBJsieTcs: 1)
OTCYTCTBHE CTPOr0 NATOTHOMOHHYHBIX
CHUMIITOMOB; 2) epeKpbIBaHUE CHMIITOMOB
Pa3JIHYHBIX XPOMOCOMHBIX CHHAPOMOB;

3) NOpOKHU pa3BUTHS, XapaKTePHbIe J1JIs
XPOMOCOMHBIX CHHAPOMOB, MOT'yT
HA0JII0JATHCA U IPU HOPMAJIBHOM
Kapuortuine; 4) BapuadeibHOCTh
NPOSIBJICHUS] XPOMOCOMHBIX CHHAPOMOB Y
Pa3HbIX 00JIbHBIX.

[IpaBuibHbIi OoTBET 1
[IpaBuibHBIN OTBET 2
[IpaBunbHbIi OTBET 3
[IpaBunbHbIl OTBET 4
[IpaBunbubiii oTBET 1, 2,3 1 4

H o= ®w o

Tun Hace10BaHUsI THIIEPTOHNYECKOH

00J1e3HM:

AyTOCOMHO-PELIECCUBHBII
AyTOCOMHO-IOMUHAHTHBIN
Cuernenssliii ¢ X-XpoMOCOMOM
MynbTudakTopuaIbHbINA

- W o

YacTo B poaoc/ioBHOM Hal10qaeTcs
TOJILKO OJMH CJIy4ail HacJ1eICTBEHHOI0
3a0osieBanus. Kak MOKHO 00BSICHUTD 3TH
curyanumn?
a AyTOCOMHO-pelecCUBHOE 3a00JI€BaHHE;
Hosasa myranus;

=)}

B XPOMOCOMHBIE aHOMAJIUU KaK MpUYNHA
3a00JICBaHMUS;

r HenonHas meHeTPaHTHOCTH;
BCG Hepe‘-H/ICJ'IeHHBIe HpI/ILII/IHI)I

Kaxkoe u3 cienyrommx yrBepkiaeHuil
HAWJTYYIIMM 00pPa30M ONMCbIBaeT
pasziaudus Mexay ¢guiyopecueHTHOM
rubpuauszanueii insitu (FISH) n
XPOMOCOMHBIM MHUKPOMATPUYHBIM
anaau3om (XMA)?
a FISH onpenenser Tonbko aenenun, a XMA -
JeNe U TyTUIMKAIUU



leHeTuKa (peTckan)

0 FISH ompenensier konuuecTBo
METHUJIMPOBAHHBIX KOIHM €IMHUYHOIO
OOJIBIIIOTO CETMEHTA XPOMOCOMBI, a XMA
KOJIMYECTBO METHIIMPOBAHHBIX KON
€AMHUYHOTO MAJIOrO CErMEHTa XPOMOCOMBI

B FISH cdoxycupoBan Ha oOHapyxeHUU
MUKPOETCIHI/MUKPOIYTUIUKALUN B OJHOM
peruone reHoma, a XMA - 3T0 CKpUHHMHT BCETO
re€HOMa Ha MpeaMeT
MUKPOICTICIIHI/MUKPOTYTUTHKAITU T

r FISH onpenensier ToueuHble MyTally B
HYKJICOTHUIHOHM NOCJIEI0BATEIbHOCTH
onpeaeseHHoro rena, XMA aeTekTupyer
cnenuguieckre ToueyHble MyTaIllii BO BCEX
reHax reéHOM

Y nanmneHTa nojpo3peHne Ha reHeTHYECKoOe
3a00/1eBaHHe C AYTOCOMHO-AOMHHAHTHBIM
THUIIOM HacJieqoBaHus. I'eH, koTopsblii
sIBJIsIETCSl IPUYMHOM 3TOr0 3200/1€eBAHUS,
u3BecTeH. Bol HanpaBuiu oopasen JHK
NANMEHTA HA COHTePOBCKOe
CeKBEeHHPOBaHue 3Toro resa. 13
J1a0opaTopHu MOJIy4eH pe3yabTaT, B
KOTOPOM IFOBOPHUTCS 0 3aMeHe OJHOT0
ocHoBaHu1 (c. 1205 A> C), 3Ta 3ameHa
TPaKTyeTcs Kak noauMopgusm. JIpyrux
N3MEHEHHUI B 3TOM I'eHe He BbISIBJICHO.
Kakoe k1uHn4YecKkoe 3HaYeHHe HMeeT ITOT
pe3yJabTar?

a MornekysipHas THarHOCTHUKA MTOATBEPIHIIA
KIMHUYECKHUI JUArHo3, FeHEeTHYECKOe
W3MEHEHHE, BhI3BaBIlee 00JIC3Hb, ObLIO
HalJIEHO.

0 IlaToreHHbIX MyTalMii B 3TOM I€HE HANJAEHO HE
ObLII0, 1ajiee CIeNyeT UCCIe0BaTh IPyTHe
T'eHbBI, KOTOPBIE MOTYT MOJATBEPIAUTH ITOT
JTMarHO3 WM YCTaHOBUTH HOBBIN.

B /Jlanee ciiemyer mpoBeCTH cerperarmoHHbIA
aHaJIM3 JUIsl YCTAHOBJICHUS] HATUYHSI TOTO
BapHaHTa y JPYTUX MOPAKEHHBIX U HE
MOpaXECHHBIX 3a00IC€BAaHHEM YWICHOB CEMbH.

r Jlamee cneayeT mpoBEpUTH HATUYIUE ITOTO
noauMopQu3mMa B 0011l MOMyISIHH



leHeTuKa (peTckan)

Kakoii n3 3TUX MeTO10B He MOKET

00HAPYKUTH OJTHOHYKJIEOTHIHBII

noaumop¢pusm B moJiekyJie JTHK?
a CHHrepoBCKOE CEKBEHUPOBAHUE
0 MLPA
B [lomHO3K30MHOE CEKBEHUPOBaHUE
r [lonHoreHOMHOE CEKBEHHPOBAHUE

Y Banlero nanueHTa reHeTH4YecKoe
rereporeHHoe (Mo:keT BbI3bIBATHCH
MYTAIUSIMHA B 5 pa3HbIX reHax)
3a0o0J1eBaHue, Mepeaaloieecs ayToCOMHO-
peueccuBHO. DTOT MANUEHT -
e[IUHCTBEHHBIN CJIy4ai, ero poauTesaun
COCTOSIT B KpoBHOM pojacTie. Kakyro
NO0CJIeA0BATEILHOCTD AelCTBUIA
MOJIEKYJ/ISIPHO-T€eHeTHYEeCKOIl THATHOCTUKH
BbI IOPEKOMeEH1yeTe 3TOM ceMbe?

a CoOop obpasuos JJHK y makcumanbsHoro
KOJIMYECTBA YWICHOB CEMbU U aHAIIU3 TPYIIIT
CIICTIIICHUS

0 3ab6op marepuana [IHK tonpko y nmanuenra u
aHaJIN3 TIOJTHODK30MHBIM CEKBCHUPOBAaHUEM Ha
MPEIMET BBISIBIICHHSI TOMO3UTOTHBIX MyTaIlui

B KapTI/IPOBaHI/IC TOMO3HUTI'OTHBIX YYaCTKOB KakK
YacTh aHAIN3a Ha OJHOHYKJICOTHIHbIE
MOJIUMOP(HU3MBI U B CITydae, €CIIU B PErHOH
TOMO3UTOTHOCTH TOMaaeT OJUH U3 5
MIPUYMHHBIX T€HOB, TO CJIEyeT OTIPABUTh
oOpaszel] Ha CeKBEHHUPOBAHUE ITOTO IeHa 10
Conrepy

r CekBenupoBanue no CaHrepy Kaxaoro us3 5
IMPUYUHHBIX I'CHOB Yy MMALIUCHT

B kakoM ciaydae npoBeneHue
NPEeuMILIAHTAMOHHON TUATHOCTHKH
TEeXHHYECKH HEBO3MOKHO?
a B cembe c peOeHKOM ¢ TspKenoi popmoit
YMCTBEHHOM OTCTaJIOCTH, KOTOpas SBISETCS
€IMHCTBEHHBIM CITy4aeM B CEMbE, T€HEeTHYeCKast
NIpUYMHA €€ HEU3BECTHA
0 Y poaureneii ¢ pebeHKOM ¢ TsKenol Gpopmoit
YMCTBEHHOM OTCTaJIOCTH, BBI3BAHHOW MyTallUei
de novo, pycK NOBTOPHOT'O MPOSBICHUS
cocrasiseT 2%



leHeTuKa (peTckan)

Ilepen HauajioM JieyeHus: OecIUIOAUS Mapa
oOpaTmiach B KIMHUKY. OTel cTpagaer ot
X cuenieHHOro JOMHUHAHTHOIO
3a00J1eBaHMsl, ITOT CJIy4ail eAMHCTBEHHbIH
B ero ceMbe. MyTaiusi, BbI3BaBIIasi 3TO
3a00JieBaHMe y HEero, Heu3BecTHA. UTo BbI
MO:KeTe MOPEKOMEeH/10BaTh Nnape nepes
NPEeUMILVIAHTAMOHHOM TMATHOCTHUKOM

(rm?

Yrto U3 HMKeNepeYHCIeHHOT0 He SIBJIAeTCs
OTJINYHMTENIbHOM YepTOoi
muToxoHapuaabHoi JTHK?

YTo u3 HMKeNepevucJIeHHOr0 HeBEPHO ISl
HEMHBA3UBHOI0 MPEHATAJIbHOIO
TECTHPOBAHUA KPOBH MaTepH BO BpeMs
OepemMeHHOCTH?

B OauH U3 poauTeneil NopaxeH ayTOCOMHO-

JTOMMHAHTHON 00JI€3HBIO, BEI3BIBAEMOM
WU3BECTHOUN MyTaruen

r OG6a poauTens SBIASIOTCS HOCUTEISIMUA OJHOU U

TOM 7K€ MyTalli¥, BbI3bIBAIOLLEH ayTOCOMHO-
PELIECCUBHYIO YMCTBEHHYIO OTCTAJIOCTh

CexBEeHHpPOBAHUE BCEX I'C€HOB,
ACCOLIMUPOBAHHBIX C ATHM 3aboyeBaHueM, B X
XpoMocoMe - o0s3aTenpHas IpoBepKa nepe
ra

[1I"J] Mmo>xeT ObITh MPOBEAECHA TOJIBKO AJIs
onpeJieIeHus M0JIa IJ10/1a B JAHHOM ClIydae
AHanu3 rpymnn CUenIeHus I 3TOW CEMbHU
Heo0OxonuMo muarHocTupoBath 3Ty 00JIe3Hb,
T.K. U3-3a CUEIUICHHS C X-XpOMOCOMOM BCE
JeTU OYIyT CTpaaTh OT HeE

OT0 KoJbLEeBas MoJieKya pasmepom 16500 map
OCHOBAaHUI

MTt/IHK 00bruHO HE TIO/IBEpTaeTcs
peKOMOWHAIINH

Mt/IHK nepenaercs mnOTOMCTBY TOJIBKO OT
Marepu

YV mt/IHK numioniHbii reHoM

Ananu3 npoBoautcs Ha oopasne JJHK mnona,
H30JIMPOBAHHON OT MAaTEPUHCKOM IJIa3Mbl



leHeTuKa (peTckan)

Y HOBOPOKIEHHOT0, POAUBLIETOCS C
KPYNHBIM BecOM, IIPH 0CMOTpe
o0Hapy:KeHa MYNO4YHAas I'PbIKA U
reMaHruoMa Haj nepeHocuieii Tuna
"mATHA mopTBeiiHa". Balue 3akio4yenue
NPH HAJTUYHH 3TOT0 CUMIITOMOKOMILIEKCA:

KoMmiekc n3meHnenuii B Buae
rujpouedainu, KocoJanocTu u
HapyumieHus1 yHKUMH OPraHOB MAaJIOTo
Ta3ay pe0eHKa CO CIMHHOMO3I0BOM
rpblkKel cieayeT pacleHUuTh, KaK:

N3BecTHOE couyeTaHne He3apaleHUs!
TBEPAOro HebGa, MUKPOTeHUH U
riaocconTosa (anomanuio Ilbepa-Podena)
cleyeT pacueH!uTh, KaK:

BposkaeHHnbie nopoku HanbdoIee YACTO
(¢popmupyrorcs B:

- W o

- W o

(=)

DTOT TECT MOXKET BHIIBUTH OOJIBIITHHCTBO
WU3BECTHBIX MUKPOJEICIUOHHBIX CHHIPOMOB
DTO TECTUPOBAHHE C BHICOKON TOUHOCTHIO
BBISIBJISIET CUHApPOM [layHa

Ha cerogusamnmnii 7€Hb 3TOT TECT UCIOJIB3YETCS
KaK CKpUHHHT, a HE 1711 TUArHOCTHKH

CHUMITOMOKOMIUIEKC SIBJIIETCS BAPUAHTOM
HOPMBI

Heo6xoaumo omnpeneneHue coaepikanus
TJIFOKO3bI B KPOBH

PexoMeH10BaTh KOHCYIBTAIIMIO XUPYPra
PexomenoBaTh KOHCYIBTAIIMIO HEBPOIIATOJIOTA

Acconnanuio

Cungpom

CnenctBue (CEKBEHLIUs)

Kommiekc MHOKECTBEHHBIX TOPOKOB PA3BUTHS

Cunnpom

CrnencrBue (CeKBEHIU)
Acconuanuro

JedexT nomnst pa3BUTHS

OMOpPHOHAIBHOM MEPUO/IE PA3BUTHUS
IInmomgaom
IlepunaranbHOM



leHeTuKa (peTckan)

Kakoif MmexaHHu3M JIe’KHT B OCHOBeE
pa3Butus cunapoma Ilpanepa-Buiiu?

YTo u3 HUKeNepPeYUCJIeHHOT0 He
XapaKTepPHO /JIsl HeCOBEPIIEHHOT0
ocreorenesa?

Yrto noBbiaeT puck Tpucomun 13?

s kakoro 3a00/1eBaHUs XapaKTepHa
MyTanus penenrtopa ¢pakropa pocra
¢pudpodaacros 3?

MyTtauuu B reHe puOpUIIIMHA
XapaKTepHbI JJIs:

B kakom cayuae popMupyercs ;KeHCKHH
¢enorun npu XY kapuorume?

r

H o= ®m o

H o ®m o

H o= %" o

H o= %" o

IlocTHaTaapbHOM

Tpanciokanys XpoMoCoM
Hymnukanus

AyTocoMHasl TpucoMus
OpHOopoauTeNbeKast TUCOMMUS
Monocomus

JlokycHasi reTepOreHHOCTh

AnienpHasi reTepOreHHOCTh

[Ineitorponust

NmnpuHTHHT

Herarupnblit 23 dekT JOMUHAHTHOM MyTalluu

Crapiuii Bo3pact Marepu
13/15 TpaHCIOKaIus y OJJHOTO U3 POJUTEICH

N30bITOYHOE METHIIMPOBAHUE XPOMOCOMBI 13

Crapuuii Bo3pact oTia

a)u 0)

Perunobnacroma
AxoHapornnazus
Heiipodubpomaros tum |
I'enTuHrTOHA O0JIE3HB
Cungpom Mappdana

PerunoOmacToMbI
AXxoHponnazun
Heiipodubpomarosa I Tuna
Xopeu ['eHTHHITOHA
Cunapoma Mapdana



leHeTuKa (peTckan)

Kaxnas u3 nepeqyucjieHHbIX HUKe
aHOMAJIMii BOBJIEKAET YYACTOK pa3MepoM
20 M6 Ha JJIMHHOM I1JIe4Ye XPOMOCOMBI 5
(5q). Kakasi anomaJiusi BbI30BeT HauboJiee
TSXKeJIble HAPYLIeHUs1?

J1s1 kKakoro 3a00JIeBaHUsI XapaKTepHAa
JIOKYCHAsI Te€TePOreHHOCTh?

KenmmHa, y KOTOpOii poAuTe/M 310POBBI
U MMeKLIAsl ABYX OpaTbeB ¢ MbIILICYHOM
aucrpodueit J[1omenHa, xanyercs Ha
MBIIIEYHYIO0 C1a00CTh B HUZKHUX
KoHeuHocTaX. Kakoii Mexanusm
BO3HHKHOBEHHS MBIIIEYHOH CJ1a00CTH
HauboJiee BeposiTeH?

Kakoe u3 H1Kke nepevnciaeHHbIX
3a0oJieBaHMii 00yCJIOBJIEHO HAPYLLIEHHEM
penapauuu JHK?

a
0
B

=

H o ®m o

DT I - A = I

(=)}

a
0
B
r

Hemenus rera SRY

Myranus B reHe SRY

Tpancnokauus resa SRY Ha X xpomocomy B
Meio3e y oTia

Huuero u3 nepeunciaeHHOro

a), 0) u B)

Heneuus yqactka

Jynnukanus yyacTka
COanancupoBaHHasi TPAHCIIOKAIIHS
[TepunienTpudeckas UHBEPCUS
[TapanenTpuveckas HHBEpCHUS

Cunpapowm IIpagepa-Bumim
MmuoTtonndeckast TUCTpOdus
HecosepienHbii octeorenes
Mpieunas guctpodus JromeHnHa
I'emodpunusa A

T"onagHeIil MO3anIIM3M

HepaBnas nnaktupanus X-XpoMoCOMbI
Myrtanus nceBaoayToCOMHOIO PETHOHA Ha Y -
XpOMOCOME

HoBas MyTanus y >K€HIIUHBI
Hepacxoxnenne X-XpoMOCOMMBI

Heiipodubpomaros
PernnoOnacToma
[TurmenTHas kcepoaepma
I'11a30-KOKHBIN aTbOMHU3M



leHeTuKa (peTckan)

n TyOepo3Hsblii ckiepo3

Yro U3 HHKe NEePEeYUCIeHHOI0 He
XapaKTEepPHO I MyKOBHCIM103a?
a BapuabenbpHas SKCIIPECCUBHOCTD MPOSBICHUN

0 DBrIcokui1 ypOBEHb KPOBHOI'O POACTBA CPEIU
poIuTenel maueHToB

B Hannuue 6onee uem oHOM MyTauu J0Kyca
MYKOBHCIIH]I032
[ToTeHunanpHas BO3MOKHOCTb F€HOTEpAIUU

n IlnelioTponus

YTo U3 HUKE TePeYrCIeHHOr0 He

XapakTepHo Ajs xopeu ['enTunrrona?

DKCIaHCUs TPUILIETHBIX TOBTOPOB
[To3nHuit Bo3pacT Havaia 3a00JIeBaHMs
I'unepxunesbl

[ToBTOpPHBIN PUCK U1 AETEU TOPAKEHHOTO
cocrasisieT 50%

n bonee panHuii Bo3pact Havana 3a00JIeBaHUs

- W o

JI1 ITIOTOMCTBA IIOPAKCHHBIX MaTCpCﬁ, 4CM
IIOPAKCHHBIX OTLIOB

KakuMm U3 HUIKe nepevncIeHHbIX
MEXaHM3MOB MOKeT ObITH 00yCJI0BJIECHA
OTHOPOANTEJILCKAS JUCOMUS Y
HOBOPO’KACHHOI0 pedenka?
a Tpucomus npu 3a4aTHH C MOCIEAYOMIEH
JIMMUHAIMENR XPOMOCOMBI, POUCXOASIIEH U3
HOpPMAaJIbHOU TaMeThl
0 Tpunnounus npu 3a4aTUX C MOCIEAYIOLIEH
SIMMUHAIIMEH JTUITHETO Habopa XpOMOCOM
B CnusHMe SHIEKIETKHU C MOJIAPHBIM TeNbLIEM
0€3 yJacTu MY>KCKOTO TTOJIOBOM KJIETKH
r MoHocoMUs IPU 3a4aTUH C OCTETYIOLTIM
MOJIyYE€HUEM JIOTIOTHUTEIbHON XPOMOCOMBI
a1 Bce BbIlIe nepeuncieHHoe

Yro 13 HHKe NePeYUCIeHHOI0 He
XapaKTepPHO I aXOHAPoIuIa3Zuu?
a [louTu Bce MaTOreHHbBIE MyTAIlMH CBS3aHBI C
CGauHYKIEOTHIOM B TE€HE
0 Jlus sToro 3aboeBaHKMS BO3MOXKHA
XUPypruveckast KOppeKIus
B 3aboyieBaHMs BHI3BAHO MYTAIUEH B reHe
peneniropa akropa pocra pudpobdiacToB



leHeTuKa (peTckan)

r bBOJapIIMHCTBO CilydaeB SBISAIOTCA PE3yJIbTaTOM
HOBOW MyTalyu

A ['OMO3UTOTHI U TETEPO3UTOTHI MOPAKAIOTCS C
OJVHAKOBOI CTENEHBIO TKECTU

Yro ay4ie Bcero 00bsICHSIET

BapnaleJbHYI0 IKCIPecCHIo

MHMTOXOHAPHAJIBHBIX 00JIe3HeH?

JlokycHasi reTepOreHHOCTh
I'eTepo3uroTHOCTH
I'eTeponnazmus
NmnpusTUHT
Monudunupyromniye reHsl

H o= ®m o

YTo U3 HUKe NepevUuCJIeHHOT0 HEBEPHO
IJI1 HEMHBA3ZMBHOM reHeTHYecKoH
JMATHOCTHKH ¢ ucnob3oBanueM JJHK
mioxa?
a [lpumenenue [P nns ammumdukanum
¢deranpuoi JIHK
0 IIpomenypa Ge3omacHa s mioaa
[Iponienypa He HeceT puCKa Uil MaTepu
r Ilpouenypa Goisiee TouHasI, YeM aMHHUOIIEHTE3

n Jlis BBISIBIIGHUS aHEYTUIOUIUU UCTIONB3YETCs
FISHwmeTon

Jis1 kakoro 3a00/1eBaHNs XapaKTepeH

AepUIUT reKco3aMuHUIA3bI A?

Oxupenune

CeprioBUTHO-KJIETOYHAS aHEMHUSI
CemeiiHbli aIeHOMATO3HBIN MOJIUII03
bonesns Tes-Caxca
Anbda-1-anTUTpHINICHHA TeDUIUT

DT I - - = I

Yro 0OTHOCHTCH K NIPU3HAKAM,
OrPAHMYEHHBIM MOJIOM?
a AyTOCOMHO-JOMMHAHTHBII paK MOJIOYHOMN
AKeJe3bl
AI€eHOMAaTO3HBIN MTOJIUIIO3 TOJICTON KUILIKH
OO6mnbiceHne y MyX4YHUH
MyxkoBucuu03
a) U B)

H o= = o\

Yro He XapaKTepPHO AJIsl CIHHHOMO3r0BO#
rpbLkn?
a ComnpoBoxaaercss BTOpUYHOM Tuapouedanieit



leHeTuKa (peTckan)

151 BbIsIBJIEHHS HAPYILLIEHUI
AMHMHOKMCJIOTHOr0 00MeHa Haubo1ee
uHGOpMATHBEH METOX:

Tun HacJieIoBaHUS AIPEHOTeHUTAJIBLHOTO
CHHJpOMA:

Tun HaciexoBaHust CHHAPOMA
TEeCTHKYJIAPHOH (PeMUHU3ALMU:

Y peGeHka HU3KHUIT POCT, HEOObIYHOE JINIIO
(rumepres10pu3M, KOPOTKHUI HOC €
Pa3BepHYTHIMH HO3APAMM, TJITHUHHBII
(puabTp), yMepeHHasi OpaxXuaaKTUIUSA
KHCTeH ¢ HeMOJIHOM KOXKHO
CHHAAKTH/INEH, KpUIITOPXU3M H
HeoOBbIYHAS “IIajIeBHIHAA” MOLIOHKA.
Takoil CHMIITOMOKOMILJIEKC XapaKTepeH
JJIS1 CHHApPOMA:

H o= %" o

H o= W

Moxert 0bITh tuarnoctuposato [P ananuzom
IJIOJHBIX KJIETOK NP aMHHUOLIEHTE3E

SBnsieTcst MyabTH()AKTOPHUATBHBIM
3a00JIeBaHUEM

Puck ee pa3BuTHs CHUKAETCS MPH MIPHEME
(hoyMeBOl KUCTOTHI

SIBnisieTcst pe3ynbTaTOM HapyIICHUS 3aKPBITUS
HEpBHOU TPyOKHU

[{uTorenernueckoe Uccie0BaHUE
HccnenoBanue 0enKoBOro CrekTpa ria3Mbl
KpPOBH

HccnenoBanne MouM 1 KpOBU Ha CBOOOHBIE
aAMHHOKHUCIIOTBI

KinHuko-reneanornueckye JaHHble: HAIMYKE B
ceMbe JIByX CHOCOB CO CXOIHOM
CUMIITOMAaTUKOU

AyTOCOMHO-IOMUHAHTHBII
AyTOCOMHO-PEIIECCUBHBII
X-CLEIJIEHHBIN peleCCUBHBIN
X-CLIETUIEHHBIA JOMUHAHTHBIN
AHOMaJHS B CHCTEME XPOMOCOM

AyYTOCOMHO-PELIECCUBHBIN TUIT HACIECIOBAHUS

AyTOCOMHO-OMUHAHTHBIN
X-CLEIJICHHBIN peLleCCUBHBIN
X-cIenJIeHHBIA JOMUHAHTHBIN
Tun HacnenoBaHUs HE YCTAHOBJIEH



leHeTuKa (peTckan)

CoveTanue MOCTaAKCHAIbHOM
NOJUIAKTUIMU KHCTel, CHMMETPUYHOI0
YKOPOYEHUS KOHEYHOCTEN U BPOKIEHHOM
AUCIIA3UM HOI'TeH XapaKTepHBbI AJs:

Coueranue aTpe3uu aHyca,
Tpex($aJaHroBoro 60JbIIOr0 NAJbIA
KHCTeil, AaHOMAJIbHBIX YIIHBIX PAKOBHH
(yumm “catupa’) u HelipOCEeHCOPHOM
TYTOyXOCTH XapaKTePHBbI JJIf:

IMoka3zanneM K HA3HAYEHUIO
HUTOreHEeTHYEeCKOIr0 MCCIeOBAHUSA
SABJSIIOTCS: 1) rTUMOIOHTHSA; 2) BHICOKHH
poct; 3) rupcyTu3M; 4) rHNOreHUTATH3M;
S) Bpo:XIeHHBII MOPOK cepana.

Jus1 cnuHanbHOM amuoTpoduu Bepauura-
I'opmana xapakrepHo:

DT I - - = I ]

- W o - W o

DT B - - = I

Hynan
Aapckora
Jy6oBuriia
LEOPARD

Koxkkeiina

AcuKTHUECKON TOpaKAIbHOU TUCIIIA3HH
Cungpoma Dmunca—Ban Kpesenbaa
Cungpoma "HOTrTH—HAJIKOJICHHUK"
Cungpoma "KopoTkue pedpa—ImonuIakTHiIus’'

Aunemun @ankoHu

Cunapoma Xonr-Opama
Cunapoma TAR

Cunnpoma TayHnca-bpokca
Cungpoma Cmuta-Jlemnu-Onuria

IIpaBuibHbIi OTBET 1 1 2
[IpaBunbublii oTBET 1 11 5
IIpaBuibHbI OTBET 2 1 4
[IpaBunbHbI OTBET 3 U 4
IIpaBunbHbl oTBET 3 1 5

[ToBbIIEHNE YPOBHS CHIBOPOTOUYHOM
KpEaTUHKUHA3BI

Bpoxnennsie HapylieHus: B CTPOCHUHT
MBIIIIEYHOT'O BOJIOKHA

[TopaxkeHrie HEPBHOT'O BOJIOKHA
KomniencaTopHbie MbllieuHble THIEpTpOdhUn



leHeTuKa (peTckan)

Magbuuk 14 jet Had/I01aeTCs y Bpaya 1o

MOBOJY CY/I0POKHBIX NPUNaAKOB. B
nocJje/iHee BpeMsi CTaJ HEyCHAYUBBIM HA
YPOKaX, NOABHJIMCH CHJIbHbIE T'0JIOBHbIE
00/1M, KOTOpPBbIE YaCTO CONMPOBOKIAIOTCS

pBoroii. Teaocnoxenue npasuiabHoe. Koxka

0J1eIHO-PO30Basl € yYaCTKaMu
rUNepNnUrMeHTalliy Ha TPY/H, CIMHe,
KOHEYHOCTHAX, 1ee. MHOKeCTBEHHbIe
NUTMeHTHbIE NATHA NOJIUMOP(HBI MO
(¢opMe u BesIMUUHE, He BBICTYNAIOT HAJl

YPOBHEM KOKH. le/l najbinanum B TOJIIIEC
KOKH OIPEACIAI0TC IMMOAKOKHBIC Y3€JIKH,

0e300.1e3HEHHbIE, He CTIATHHBIE €
OKpY:Kamoleid TKAHbIO, BeJIMYUHOH OT
ropomussbl 10 1,5-2,0 cm. Yuurcs B
MAacCoOBOil LIK0JIe, HO IPOrpaMMy
ocBauBaet ¢ TpyaoM. Haubosee
BEPOSITHBIH THUATHO3:

Y masnpunka 11 et BbIABJIeHbI: HUZKHIA
POCT, KOPOTKAas 1Ies ¢ KPbIIOBUIHBIMH
CKJIAJKAMH, JMIUKAHT, 1T03, KHJIEeBU/HAA
aedopManus rpyaHoON KJIETKH,
BPOKICHHBIN MOPOK CepALa,
KPHUITOPXHU3M, HEAOPA3BUTHE I10JIOBOI0
YIeHa, CHH’KeHHbIH HHTes1eKT. Cienyer
MOCTABUTH IMATrHO3:

Oco0eHHOCTH CTPOEHHUS JIUIA TO3BOJISIIOT
MOCTABUTDH IMArHO3 IIPU CHH/POME:

H o= ®w o

DT B - - = I ]

w o

I'enynHHas snutencus

Juddy3Hblii TUIOMaTO3
Heiipodgubpomaros Pexnmnrayszena
Hapymenue nunuaHoro oomMeHa
Hapymienne aMMHOKUCIOTHOTO 0OMeHa

Cungpom Jlayna
Cunnpom XYY

Cungpom Maprtuna-benna
Cunnpom HyHan
Cungpom Ilpanepa-Bumm

Bunrncona-Konosanosa
Tes-Cakca
Kopuenuu ne Jlanre



leHeTuKa (peTckan)

ITopaskeHue KOCTHOI CHCTEMBI
HEeXapaKTepHO JJIs:

OaMH U3 nepeyrcIeHHbIX TOPOKOB
Pa3BUTHA BCTPeUYaeTCsl KaK
CaMOCTOSITEJILHO HACJIEyeMBbIii MIOPOK ¢
ayTOCOMHO-TOMHHAHTHBIM THIIOM
nepeaavyu U Kak CHMIITOM NPH APYTrUxX
CHHJpOMAX:

I'unonuiazusi CKyJ10BBIX KOCTEH,
AHTHMMOHIO/IOH/IHBIH pa3pes3 rjas,
KO0J1000MbI BeK, NOPOK Pa3BUTHS YUIHBIX
PAKOBHH XapaKTepPHbI JJIs:

Jasi cunapoma EEC (3xTpopakTuius,
IKTO/IEPMAJIbHAS U CILIA3USA, PaclleTuHA
ryobl 4 Heba) XapaKTepeH THII
HacJIeJ0BaHMS:

st cunapoma mukpoanograasma Jlenna
XapaKTepeH THIl HACJIeI0BAHMA &

H o= W o

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

DT I - - = I ]

(=)

Xonr-Opama
Jloypenca-Myna

Cungpoma Aniepa

Cunapoma Xonr-Opama

Cungpowma Ilonanga

Cunapoma Kpucra-Cumenca-Typena
Cungpoma Dnuca Ban Kpesenbia

Arnazus 60JbIIOT0 NaNbla
IMaapouedanus
OKTPOAAKTUIINS
Kpunropxusm
Kpunrodranem

Cungpoma Anepa

Cunnpoma Kpyszona

Cungpoma @paHuecKeTTH
Cunapoma I'onpaeHxapa
YepenHo-1I1a30-3yOHOTO CHHAPOMA

AyTOCOMHO-PELIECCUBHBIN
AyTOCOMHO-IOMUHAHTHBIN
X-CLIeTUIEHHBIA
XpOMOCOMHAsi aHOMaJus
MynbTu(haKkToOpraTbHBINA

ayTOCOMHO-PELECCUBHBIN
ayTOCOMHO-JTOMUHAHTHBIN
X-CleIJICHHBIN



leHeTuKa (peTckan)

CpaieHue KpaeB BeK - 3TO:

Jas cunapoma Onurua-®puaca
XapaKTepeH THII HACJIeI0BAHUA &

st cunapoma nepedpo-oxkyn0-ganuo-
CKeJIETHOT0 CHH/IPOMa (CHHApOMa
Ilena—Illokeiipa) xapaKkTepeH THII
HACJIeI0BAHUSA:

IIpenaranbHasi TMNONIA3MA, HU3KUH POCT,
MHUKpouedanus, cHiHOppHU3, JIIHHHBIE
PeCHUIIbI, HU3Kasl CIIHHKA HOCA, KOPOTKHUI
HOC € OTKPBITBIMHU BIIE€pe] HO3APAMH,
AJUHHBIH QUILTP, TOHKasl BepXHAs ry0a,
THIIEPTPHUXO03, YKOPOYeHHEe MU3HHIIEB,
KIMHOAAKTUJINA, OJIMTOJAKTHJINSA,
YMCTBCHHAA OTCTAJOCTb XaPaAKTECPHbI 1JIs1:

H o= ®m o

H o= ®m o

DT I - - = I

DT B - - = I ]

MYJIbTU(AKTOPUATBHBIH
THII HACJIEJOBAaHMS HE YCTAHOBIICH

Anupuaus
bnedapoxanazus
brnedapodumos
Ankuno61edapoH
Kpunrogransm

AyTOCOMHO-peLECCUBHBIN
AyTOCOMHO-1OMUHAHTHBIN

X-CleIICHHbIN

MynbTrdaKkTOpHaTbHBIA
AyTOCOMHO-TOMUHAHTHBIA U X-CUEIJICHHBIN
THUIIbI

AyTOCOMHO-PEIIECCUBHBII
AyTOCOMHO-IOMUHAHTHBII
X-CIIeTUIEHHBIN
XpOMOCOMHAsI aHOMaJus
MynbTuakTopuanbHbINi

Cungpoma Bunssimca
Cunnpoma PyOunmreiina-Teinou
Cunapoma Jly6oButia
Cungpoma KokkeitHa

Cungpoma Kopuenuu ne Jlanre



leHeTuKa (peTckan)

Buyrpuyrpo0Has makpouedanus,
reHepaJn30BaHHbIH CKJIEPO03 KOCTHOM
CHCTEMBI, 3a/1eP:KKA NCUX0(PHU3NIECKOro
Pa3BUTHSA, Pa3BUTHE IVIYXOTHI M CJICNOTHI
HA NePBOM IOy KM3HU, AHEMHUS1, a TAKKe
JIETAJILHBIN UCXO0/I B PAHHEM J1€TCKOM
BO3pacTe XapaKTepHbI 1JIS:

a AXOHJpoIUIa3uu
0 LlepeOpanbHOro ruraHTU3Ma
B Ocreomnerpo3a
r Mykononucaxapuaosa
a1 Cunapoma Paccena-CunbBepa
3anepkKa ICHXOMOTOPHOI0 Pa3BUTHA,
TUNOTOHUSI MBI, KATAPAKTA U
TyOyJIONATHsl XapaKTePHbI 1JIf:
a OeHWIKETOHYPUHI
06 Cunapoma Bepauura-I'opdpmana
B Cungpoma Jloy
r Cunapoma Jlenma
n Cunnpoma Mapdana
BoabHoii manbumk 11 jet, pogurenn
310poBbl. O0OpaTWINCH K BPa4y B CBSI3H C
NOBBIIIEHHOH CKJIOHHOCTBIO K
KPOBOTEYEHHSIM M TeMaToMaM y peGeHKa,
BbIBMXOB cycTaBoB. [Ipu ocmoTpe
BbISIBJIEHBI MOBBIIIEHHAS MOABUKHOCTD
CYCTaBOB, YJIACTHYHAS, PACTSKUMAsI KOXKa,
PYOUBI B 00JI1aCTH JIOKTEBBIX U KOJEHHBIX
crudooB. Umeercsi SJNMKAHT,
rUNnepTe;IOpu3M, MUOMNHUSA, IAXOBAsH IPhLKA.
Ha norax BeHbI pacmimpensl. B
POAOCIOBHOM APYruX 00JIbHBIX HET.
Hamunbos1ee BeposiTHBIN ANATHO3:
a ['emodpumus A
6 bonesns Bepabroda
B Cunnapom PyOounmmreitna-Teiion
r bonesns Mapdana
a Cungpom Dnepca-Jlannoca

YMcTBEHHAas OTCTAJIOCTD, 4 TAKIKE
AHOMAJIMHU NAJbLEB PYK U HOT
BcTpeyawTes npu: 1) cuHapome
Kapnenrepa; 2) cunapome ne Jlanre;

3) cunapome bapae-bunas; 4) cunapome
CMmurta-Jleman-Onurna.



leHeTuKa (peTckan)

3anepaxka pocra, paHHee noceieHne u
00JIbICeHUE, BbINa/ieHne 3y00B, aTpodus
MO/IKOKHOT0 KN PAa, TUIIOTOHAIU3M,
PaHHUI aTepoCcKJIepo3, cTapyecKoe JUL0
XapaKTepHBbI JJIS:

das cuaapoma Cerpa-Uor3ena
(akpouedasoCHHIAAKTHIINSA) XaPAKTEPHBI
BCe HHMKe NepevyucieHHble TPU3HAKH,
KpomMme:

Ykaxure Han0oJiee BEepOATHBIN 1MarHo3
NpH cJIeayoueil KIMHUYeCKOH KapTHHe:
HHM3KHI pocT, MUKpPOdTAIBLMUS,
TUNOIIA3UA HUKHEH YeTI0CTH, Y3KHI HOC,
«ITHYbE JTUI0», THIIOTPUX03, KATAPAKTA,
HOPMAJIbHBIN HHTEJIeKT.

Ykaxurte HauboJ1ee BEPOSITHBIH TMArHO3
NpH cjaeayoueM Habope CHMIITOMOB:
3aJep:KKa (PU3NYECKOI0 Pa3BUTHS,
YIOpPHbIE peUAUBHPYIOLIHE JIerOYHbIe
HH(peKuuH, NOBBILICHNE YPOBHEH HATPUA U
XJI0pa B MOTOBOM KMIKOCTH, 00UJIbHBII
JKMPHBIH CTYJI:

a
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DT I - A = I
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[IpaBuibHbI OTBET 1
[IpaBuibHBIN OTBET 2
[IpaBunbHbIN OTBET 3
[IpaBunbHbIN OTBET 4
[IpaBunbHsblii oTBeT 1, 2,3 1 4

['enepanu3oBaHHOM JTUTTOAUCTPODUH
Cunapoma Kokkeiina

Cunapoma Bepuepa

Jlenpedaynuszma
[TanrunonuTyuTapHON KapJIUMKOBOCTH

AcummeTpus uepena
Kpannocrenos
YMcTBEHHas! OTCTANIOCTh
IITo3

Hopwmanensiit pocT

Cunnpom Kokkeiina

Cunapowm JlyOoButia

Cungpom Cekkenst

Cunapom Xamnepmana-IItpaiidpa
Cunapom PyOunmreiina-Teinou

Cunpgpom Jlyn-bap



leHeTuKa (peTckan)

0 Mykonununos
B AJIpEHOTC€HUTAIbHBIN CUHIPOM
r MykoBucunnos
n llenmakus
HenepeHocuMoCTh MPOAYKTOB,
coJiep:KalInX 3JIaKOBbIe MPOTEHHBI,
XapakTepHa JJis:
a Myxkonmununosa
0 ['mnotupeosa
B DenwikeTonypun
r MykoBucunmosa
o llenmuakuu
Y npobanna, ¢ axoHaponiasuei, Bce
OMxaiiue poaCTBEHHUKH 310POBbI.
Eciau yyecTb, 4TO IEHETPAHTHOCTH IFeHA
paBusiercsa 100%, To puck poxaeHus emeé
OHOT0 00JILHOIO pedeHKa y poauTeJei
NpodaHJa COCTABJISAET:
a 100%
0 50%
B 25%
r Mmenee 1%
Huskmnii poct, CHMMeTPU4YHOE YKOpPOYeHH e
KOHEYHOCTell, MOCTaKCHATbHAS
NOJIMAAKTUINS, THIIOIJIA3Us HOT'TEH,
peAKHe BOJIOCHI BIUIOTH 10 AJI0NelHH,
BPOK/IEeHHBIN MOPOK cepaAla XapaKTePHbI
AJIs:
a AXxoHJporuiasuu
0 Tpuxo-puHo-(ansaHreanbHOro CHHAPOMAa
B Cunznpoma Dmnmca Ban Kpesenbaa
r AXOHAPOMEINYECKON TUCIUIa3UU
n l'unoxonaponnazuu

Jus1 cunapoma JlapceHa xapakTepHbI Bee
HUIKe Mepeyrc/ieHHble IPU3HAKH, KpoMe
OJHOIO:
a MHOXECTBEHHBIC BEIBUXH
IInockoe nuito
AHTUMOHTOJIOUTHBIA pa3pe3 I1a3HbIX IeIeH

(=)}

r BricTtymarommii 106
Kocomamocts



BbIcOKHI PUCK pa3sBUTHSA
3JI0Ka4eCTBEHHbIX 00pa30BaHuil
CylLIeCTBYET MpH:

leHeTuKa (peTckan)

H o= w o

Xponnqecmm nmoyeyHass HEAOCTATOIYHOCTD

XapaKTepHa JIs:

Makporyioccusi He XapaKTepHa JJIs:

IonuaakTHINA He XapaKTepHa JJIs:

H o= ® o H o= W o

DT I - - = I ]

Cnopazmtlecmle CJIyvam HACJICICTBEHHOI0

3a0oJieBanu - 3T0: 1) peHokonuM;

2) cBe:kMe MyTalum; 3) cerperupylonue

nedexThl.

DT B - - = I ]

Cungpowme lllepemeckoro-TepHepa
Cunapome Knaitndensrepa
Cungpome bapne-bumis

Cunapowme Jlyn-bap

Cungpome Bunbsimca

Cungpoma PeknuHrayseHa
Cunapoma Anbnopra

Cungpoma Bunbcona-Konosanosa
Cunapoma Jlayna

Cungpoma Bunbsimca

Myxkonmnunosa

I'mukorenosa

l'unotupeosa

Cunapoma bekButa-Bunemana
Anomanuu [Isepa Pobena

AxkporiedaronoauCuHAAKTIINN
Cungpoma Dmnca Ban Kpesenbia
Cunapoma Mekkens

Cunnapowma Jlanrepa-I'uneona
Cunnpoma bapae-buais

IIpaBuibHbII OTBET 1
[IpaBunbHBIN OTBET 2
[IpaBuibHbIN OTBET 3
[IpaBuneHbI OTBET 1 M 2
[IpaBuibHbI OTBET 2 1 3



leHeTuKa (peTckan)

XapakTepHbIMU NPU3HAKAMH
HaCJIe[ICTBEHHbIX 3200/1eBAHU I SIBJISIIOTCS:
1) BOBJIeUEHHE B MATOJIOTMYECKH I Mpolece
HECKOJIbKHX CHCTEM H OPraHoB;

2) cerperanusi CHMIITOMOB B CeMbSIX; 3)
MHKPOAHOMAJIMU U HOPMAJIbHbIE
BapUaHThI (peHOTHIIA B POJIH
AMATHOCTHYECKHUX NMPU3HAKOB; 4) BICOKAS
TeMIlepaTypa TeJia; 5) HeIOHOIIEHHOCTb.

a [lpaBuibHnsblii oTBeT 1,2 1 4
0 IlpaBuibHblil oTBET 2, 3 1 4
B IlpaBuibnblii oTBeT 1, 2 1 3
r IlpaBunbHblii oTBeT 2,3 1 5
n IlpaBwibHbli oTBeT 1, 2,3,4 15

OO0mmMu NpU3HAKAMM XPOMOCOMHBIX

0oJ1e3Hell sBAsIOTCA: 1) HU3KaA Macca Tejia

NPH 1OHOLICHHOH OepeMeHHOCTH; 2)

coYeTaHUe YMCTBEHHOMH OTCTAJIOCTH C

BPOKIEHHbIMH IIOPOKAMH Pa3BUTHA; 3)

COKpalleHue NPOA0KUTEeJbHOCTH KU3HH;

4) nenUrMeHTAUA KOKH; 5)

crnenu(pUYeCKUH 3a1ax MOYH.
a [lpaBunbHsblii oTBeT 1,2 1 4
0 IlpaBuibHblii oTBeT 2, 3 11 4
B [IpaBunbuslii oTBeT 1,2 11 3
r IlpaBunbHblil oTBET 2,4 1 5
n IlpaBunbheiii otBer 1,2, 3,415

3amecTHTE/IBbHAS TEPaNUs UCIOJIb3YyeTCH

npu 1) peHnIKeTOHYpUM; 2) THIIOTHPEO3E;

3) aramMmmarJio0yJIMHEMH U}

4) HemepeHOCUMOCTH JIAKTO3bI; 5)

renarouepedpajabHOii 1ereHepanuu.
a IlpaBwibHblii oTBeT 1 1 3
0 IlpaBuibHsblii oTBeT 1 1 4
B [lpaBuibHblii oTBET 2 11 3
r IlpaBuneHbl oTBET 3 M 5
a IlpaBunbHbli OTBET 4 1 5

JlueToTepanusi NPy HeNMEPEHOCUMOCTH
JIAKTO3bI SIBJIAIETCH:

a CUMNTOMaTHYECKUM METOJIOM JICUEHHUS
OTHOJIOTMUYECKUM JICUCHUEM

(=)

B IlaToreHernmueckum JieUeHUEM



leHeTuKa (peTckan)

Juist HacIeACTBEHHOM IJIYXO0ThbI
XapaKTepHbI cJeaylue 0cCO0eHHOCTH,
KpomMme:

Tun HacJieq0BaHUS OTOCKJICpO3a:

B Opakax aByX rJIyxXux poauresei ¢
ayTOCOMHO-PELeCCHBHOM IJIyX0TOi MOIYyT
POKAATHLCS 310POBbIE 1€TH U3-32a:

Teopernyeckne pacyersl pUCKA NPH
rJI1yXoTe NpMMeHUMBbI, eciu: 1) TOUHO
YCTaHOBJIEHA HO30/10THYecKas (hopma
IJIyXOThI ¢ U3BECTHBIM THIIOM
HACJIeJOBAHUs; 2) IPU aHAJIH3e
PO0CJIOBHOI TOYHO ONpe/IeIeHbI
TeHOTHUIIBI KOHCYJIbTHPYIOIIUXCSH;

3) B accopTaTHBHOM Opake M3BECTEH THII
HAcJ1eI0BAHUS IJIYXOThI Y 000HX
NapTHePOB.

Kakoii n3 ykazaHHBIX HUKe CHHAPOMOB ¢
MOpPaKeHNUEeM OIOPHO-IBUIATEILHOI0
anmnapara 4acTro COInpoBOKIAeTCH
CHMKeHHeM ciayxa?

H o= ®m o
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Knunangeckuit monmumopusm
I'eneTnyeckas reTepOreHHOCTh

Yactble Opaku MeXIy OOIbHBIMU
IIporpeccupyronyii XxapakTep npouecca
Kpaiine HM3Kas paclpoCTPaHEHHOCTD B
HOIYJISILIUN

AyTOCOMHO-IOMUHAHTHBIN C TIOJIHOU
MIEHETPAHTHOCTBIO
AyTOCOMHO-IOMUHAHTHBIN C HEMOJIHOU
MIEHETPAHTHOCTBIO
AyTOCOMHO-pELIECCUBHBIN

CuenieHHbIH ¢ T0JIOM

Bo03MOKHBI pa3HbIe TUIIBI HACIEAOBAHUSA
(reHeTHyYeCKasi FETEPOTeHHOCTD)

HernonHoii neneTpaHTHOCTH TeHA
OO6patHoii MyTanuu
I'eneTH4ECKOM reTepOreHHOCTH
(MOJIUIIOKYCHBIE MyTaIMH)

[IpaBuibHbII OTBET 1
[IpaBunbHBIN OTBET 2
IIpaBuibHbIN OTBET 3
[IpaBuneHbl oTBEeT 1,2 11 3



leHeTuKa (peTckan)

a Cunzapom Mapdana
0 Cunnpowm Dinepca-/lannoca
B HecoBepieHHbI ocTeorenes
r AXOHJpora3us
Hasmune y pedGeHKka BpOKIE€HHBIX IOPOKOB
Pa3BUTHSA MOXKeT ObITh pacleHeHo Kak: 1)
HACJIeICTBEHHbI CHHAPOM; 2)
MYyJbTH(aKTOPHAIBLHBIN AedeKT; 3)
pe3yJbTaT TEPATOreHHOI'0 BO3/1eCTBHUS.
a [lpaBunbHbli oTBeT 1
0 IlpaBuibHbI OTBET 2
B IlpaBuibHblii OTBET 3
r IlpaBunbHblii otBeT 1 1 3
n IlpaBuibHbIi oTBeT 1, 2 1 3
K BpoKaeHHBIM NOPOKAM pa3BUTHA
MYJIbTH(PAKTOPHAIBHOU IPUPOIBI
oTHocsTcs: 1) paciesinHa ryobl U Heba; 2)
andHuedanus; 3) Bpo:KIeHHbIH BHIBUX
Oeapa; 4) NUJIOPOCTEHO3; 5)
CIIMHHOMO3IroBasi IPbIKa.
a [lpaBunbnsblii oTBeT 1 1 4
0 IlpaBwibHblil oTBET 2 U 3
B IlpaBuibHbiii oTBET 2 1 5
r IlpaBunbHbrii otBeT 1,2 11 3
n IlpaBunbHblii otBer 1,2, 3,415

B ponociioBHOM, r11e ecTh TPOe 00JIBHBIX
POACTBEHHUKOB IIEPBOM CTENEHH POACTBA C
MYJbTH(aAKTOPUATBLHBIM 3a00/1eBaHNEM,
KOTOpOE B NMONYJISIMH Yallle BCTpedyaercs y
MY’K4YHH, CAMBII BbICOKHI IIOBTOPHBII
pHCK Oy/aer B ciydae, ecJIu:

a Bce Tpoe 601bHBIX MY)KCKOTO TI0JIa

0 JIBoe OOIBHBIX MYKCKOTO U OJIUH KEHCKOTO
roJsia

B JIBOoE OONBHBIX KEHCKOTO MOJIa U OJINH
MY>KCKOT'O T10J1a

r Bce Tpoe O0NBHBIX KEHCKOTO Moja

Hacaexyemocts, paBaasi 80%,
CBH/IETEJILCTBYET O TOM, YUTO 3200J/IeBaHUE
00yCJIOBJIEHO:
a OddexTom raBHOrO reHa



leHeTuKa (peTckan)

Yacrora po:xkaeHus aereii ¢
XPOMOCOMHBIMH CHHAPOMAMH
YBeJIHYMBAETCs ¢ BO3PACTOM MaTepH BO
BCeX cJIy4asix, 32 MCKJII0YeHHeM CHHpoMa:

Jlnst 60JIbIIMHCTBA 00JIbHBIX ¢ 00JIE3HbIO
Jayna xapaktepHbl: 1) MbllIeYHast
THINIOTOHMS; 2) HU3KHI POCT;

3) yMCTBEHHasi OTCTAJIOCTh.

OO0mMMH Npu3HAKAMM 1JIs1 TpUcomuid 21 u
18 siBasiroTesi: 1) mopoku cepauna; 2) 4ucjao
xpomocoM 47; 3) orcTaBanue B
(pu3nvyecKkomM U ICHXUYECKOM PA3BUTHH.

IIpu cunapome Knaitngenbrepa y
HOBOPOKACHHBIX MAJIbYUKOB XapaKTECPHbI:

0
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[IpenmyiecTBEHHO T€HETUYECKUMHU
(hakTopamu

[IpenMyIiecTBEHHO CPEIOBBIMU (haKTOpaMu
3aboseBaHNE HMEET HETCHETHYECKYIO TPUPOTY

[lIepemeBckoro-TepHepa
Knaitadensrepa

Hayna

[Taray

DnBapjca

[IpaBunbHbIN OTBET 1
[IpaBunbHbBIN OTBET 2
[IpaBuibHbIN OTBET 3
[IpaBuibHblii oTBeT 1,2 11 3

[IpaBuibHbIil oTBET 1 1 2
[IpaBunbHbIi oTBET 1 1 3
[IpaBunbHbIi OTBET 2 1 3
IIpaBunbHbIl oTBET 1,2 11 3

JlumpaTtrueckuii oTex
I'mnexomacrus

Pacmennna HeGa

AHoManusi Hapy>KHbIX TEHUTAIUN
[IpakTuecky HOpMaNbHBIN (PeHOTUTT



leHeTuKa (peTckan)

XapakTepHble IPU3HAKH CHHAPOMA
lepemeBckoro-Tepuepa: 1) BbIcOKMIA
PoCT; 2) KPbUIOBU/HBbIE CKJIAJAKHU HA 11Iee;
3) c1aboe pa3BUTHE BTOPUYHBIX MOJOBBIX
NPU3HAKOB; 4) oJIUro(ppeHus.

Kinununyeckasi kKapTuHa 3a00/1eBaHUS NIPH
CHHAPOME JIOMKOH X—XPOMOCOMBI,
00yCJIOBJICHHOM MYTallUsIMU B y4acTKe
FRAXA, BK/II04YaeT BCe NMepeYyncaeHHbIe
NPHU3HAKHU, KpoMe:

JJ1s1 KIIMHNYeCKOro NMposiBJieHus 0oJ1e3Hei,
00yCJI0BJICHHBIX 3KCIIaHCHEeHl
TPUHYKJICOTHAHBIX IOBTOPOB,
XapaKTepHbI Bce NepevncJeHHbIe
NPHU3HAKH, KpoMe:

H o= W o

H o= ®w o

[IpaBunbHbIi oTBET 1 U 2
[IpaBunbubli oTBeT 1 1 3
[IpaBunbHbIl oTBET 1 1 4
[IpaBuibHbIM OTBET 2 U 4
[IpaBunbHbIM OTBET 2 U 3

YMCTBEHHOM OTCTANIOCTH
BpoxaeHHoi Tyroyxoctu
JonuxoueganbHoro yepena
YBenuueHus pasMepoB KUCTEN U CTOI
Makpoopxuausma

deHoMeHa aHTULIUIIALUN
I'mnepmeTmimpoBaHus B IpOMOTOPHOMN
obnacTu

W3menennii HepBHO—TICUXMYECKOTO cTaTyca
YeTkoil koppensaunuu Mexay (peHOTUITHYeCKUM
MPOSIBJIEHUEM 3a00JI€BaHUS U YUCIOM
MIOBTOPOB

MHO0XeCTBEHHBIX BPOXKACHHBIX IOPOKOB
pa3BUTHS



leHeTuKa (peTckan)

I'eHOMHBI/i HMIIPUHTHHT NPUBOAUT: 1) K
Pa3JIMYHAM B IKCIPECCHH TOMOJOTHYHBIX
MATEPUHCKHUX M OTIOBCKHUX ajulesieii; 2) K
nepejayve u3MeHeHHi B IKCIPecCHU FeHOB
CJICAYIOIIMM KJIETOYHBIM MOKOJIEeHUAM; 3)
K U3MEHEHHUIO /103bI TeHOB,
KOHTPOJIMPYIOIIMX POCT IMOPHOHA;

4) K CABUTY B COOTHOLLIEHUH 1OJIOB B
CTOPOHY MAJILYUKOB; 5) K yBeJIM4YEHU IO
YaCTOThI CIOHTAHHBIX 200PTOB.

IIposiBjieHUS TeHOMHOT0 MMIIPUHTHHI A
YeTKO J10Ka3aHbl Npu: 1) cuaapome
[Mpagepa—Buaiam; 2) cunapome
JHreabmana; 3) xopee 'enTuHrTOHa; 4)
POGEPTCOHOBCKUX TPAHCIOKALMAX.

IIpn kaKkoM cCHHIpPOMeE BBISIBJISIIOTCSH
MHKPOCTPYKTYPHbIE NepecTPOoiiku
Xpomocom?

IloBbIlIEHHBIN YPOBEHb AMMHAKA B KPOBH
Ha0JII01aeTCs MPHU:

H o= ®m o

- W o DT I - - = I

DT B - - = I ]

[IpaBuibHblii oTBeT 1, 2, 3
[IpaBunbHbIl OTBET 1, 2, 4
[IpaBunbHbIit oTBET 3, 4, 5
[IpaBunbHbIl OTBET 2, 3, 5
[IpaBunbubli oTBET 1, 2, 5

[IpaBunbHbIN OTBET 1
[IpaBunbHbBIN OTBET 2
[IpaBuibHbIN OTBET 3
[IpaBunbHbIl OTBET 4
[IpaBunehsbli oTBeT 1, 2,3 1 4

Cunapom Mexkkerns
Cunnpom @OpaHuecKeTTH
Cunnapowm Jlanrepa-I'ugeona
Cungpom Hynan

I'unepnponnaemMun

KcanTypeHnoBoii anunypun

Hedunure opHUTHHTpaHCKapOAMUIIa3bl
JleninmHo3e

[Ipu Bcem nepeuncieHHoOM



leHeTuKa (peTckan)

IIpu roMoUMCTHHYPHH, BBI3BAHHOM

ne¢eKToM HUCTATHOHUH-0eTA-CHHTA3bI,

NMOBBIIIECH YPOBEHD CJIEAYIOIIMX

aAaMHHOKHCJIOT B MoUe:

I'munnua u nucrtuHa
MeTnoHMHA ¥ TOMOITUCTHHA
I[uctrHa 1 apruHuHa
MeTroHuHa U apruHUHA
I'munuHa ¥ roMonUcTHHA

H o= ®m o

¥ 6oabHoro ¢ cunapomom Jlema-Huxana B

OMOJIOIrHYECKHX KUIKOCTAX

HAKaIJIMBAETCH:

MOYEBHHA

MOYeBasi KUCJIOTa
TUIIOKCAHTUH

(bymapoBas KuciIoTa
(heHuIMOoI0YHas KUCIOTa

H o ®m o

Kakoe u3 ciexyrommx KJINHAYECKHX

NposiBJICHNH He HalJ/10aaeTcst Npu

cunapome Jlema-Huxana?

Kamnu B moukax;
[lopgarpuueckuii apTpur;
[Topaxenue nevenu;
AyTtoarpeccusi;
Xopeoareros

H o= %" o

JedexTHBIM (pepMEeHTOM NIPU CHHAPOME

Jlema-Huxana siByisgercs:

I'mroxo30-6-docdaraza
I'excozamunmnaaza A
I'mroxo30-6-pocharaernaporenaza
Cykumnatinasa
I'MnokcaHTHH-ryaHUH-
bochopubozunTpanchepasza

H o= %" o

JedexTHblil pepMeHT npU 00J1€3HH
"KJIeHOBOr 0 cupona'':

a JiekapOOKCHIIa3a aMMHOKHUCIIOT €
Pa3BETBJIEHHOM LIETIBIO
TIII0K030-6-ocdarasa
TUPO3HHA3a
B6-3aBrucuMasl KUHypeHuHa3a
CYKI[MHAT/INa3a

H o= = o\

K 1m30coMHBIM 00J1€3HSIM HEe OTHOCUTCS



leHeTuKa (peTckan)

OCHOBHBIMH KJIMHUYECKUMH NPU3HAKAMU
I'ypaep—nono0Horo peHOTHNA ABJIAKOTCA
BCe NMepevyucieHHbIe, Kpome:

Jisl KIMHUYeCKHUX MPOsiBJIEHUH
HApYUIEHUI B IUKJe MOYEBUHBI
XapaKTepHBbI:

Kuaaccenueckas popma GpeHHIKETOHYPUH
CBfI3aHA C TEHETHYEeCKUM JedeKkTom
(epmenra:

OTMmeThTe 3a00J1eBaHNe, HEe OTHOCAIIEECH K
NMEePOKCUCOMHBIM 00JIE3HSIM:

K MuTOXOHApPHANBHBIM 00JI€3HAM He
HMEKT OTHOILICHUSA

DT I - - = I ]

H o= ®m o

DT I - - = I

- W o

Bbonesun Tes-Cakca
Maunno3unos
Dyko3u103
Cuannnos
Tupo3unos

I'pyOBIX uepT nuna

[TopakeHus cepIeYHO-COCYUCTON CUCTEMBI
KoHntpakryp cycraBos

Bropuynoii TyOynonatuu

[TaTosmoruu onopHO-ABUraTEIbHOIO anmnapara

PBoTa 1 runepammonremMus mociie npuemMa
0€eJIKOBOI HUIIA

KoctaBIC nucmiazun

MouekameHnHas 00J1e3Hb
CepaedyHo-cocyaucTast maTOJIOTHs

I"amaxro3nnasel
JluruapontepyuIMHpe1yKTa3bl
Juruapodonarpenykrasbl
deHunaTaHUHTUAPOKCUTIA3bI

Oxcnasbl TOMOTN€HTU3MHOBOW KHCIIOTHI

bone3ns Humana—IIuka

Bbonesns Pedcyma

AxaTtanazeMus

HeonaranpHas anpeHomneiikoauctpodus

Hapyienus okucineHust )KUpHbIX KUCIOT
Hapymenns nupyBaTaeruporeHasHoro
KOMILIEKCa



leHeTuKa (peTckan)

CKpHHHPYIOIIMMH KPUTEPHAMH 1JIs1
HApYLIeHU# (pepMEeHTOB AbIXaTeIbLHOMI
Lenu ABJIAITCA BCe MepeYncIeHHbIe,
KpoMme:

Y M0J10bIX U 3I0POBBIX CYNIPYTOB POAMJICS
pedeHOK, Y KOTOPOro HA IIeCTOol J1eHb
JKU3HH NMOSIBUJIKUCH PBOTA U NoHOC. OH
oTKa3biBaeTcs oT kopmieHusi. UHorna
oTMeuaercs: notTauBocTh. Hekoropoe
BpeMs CIYCTHl Pa3BUJIACh KaTapaKTa,
YBeJIHYNJIACH B pa3Mepax neveHb.
Heo0x011MMo0 UCKJIIOUYNTH HACIEACTBEHHOE
3a0o0s1eBaHHe:

OCHOBHBIM NATOT€HETHYECKHUM 3BEHOM
BCEX THITIOB I'NIMKOI'€HO30B fIBJISACTCH:

IIpu 00s1e3HM BuiibcoHa HapylieH oOMeH:

JAunerorepanus 3¢dexTuBHA Npu:

=)}

- W o

=)}

H o= %" o

JedexTsl pepMeHTOB MbIXaTEIBHON IeTTH
JleekThl pacmierieH sl TIIUKOTeHa

Omnpenenenus JaKkTaTa v nupyBara
OrnpezenieHnst KETOHOBBIX TEJ
OnpeneneHyus MOYEBUHBI 1 MOYEBOW KUCTIOTHI

I'mukorenos
I"'anakTo3emuro
HenepenocuMocTh J1aKTO3bI
Cungpom Can—dununmno

JledexT cuHTe3a rIuKoreHa

JedekT pacuierieHus TIMKoreHa

HedexTsl pepmeHTOB MeHT030-(hochaTHOrO
IHKJIA

JledeKThl cHHTE3a YTrIIeBOACOACPKAIINUX
OMOMOIUMEPOB

JledexTrl paciienieHus IMK03aMIUHOTIIMKAHOB

Menn
XonecrepuHa
Kamns
bunupy6una
Tpurnuuepuaos

Jleiikoguctpopuu



leHeTuKa (peTckan)

0 Cungpome [lomme

B 0—TajacceMuu

r Henepenocumoctu caxapo3bl
n Cungpome Kpurnepa-Haiisipa



