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@OoH/A OLEHOYHBIX CPEACTB TUCHMIUIMHBI «MEOUIIMHCKAas TEHETHKa» COCTaBIEH B
COOTBETCTBUU C TpeboBaHusmMu denepaibHOro rocyAapcTBEHHOTO0 00pa30BaTEIbHOrO CTaHIapTa
BhICHIETO0  MpoecCHOHATbHOTO  00pa3oBaHus 1O  HampaBieHuto noarotoBku  34.03.01
«CeCTpUHCKOE [IeNI0», YTBEPXKIEHHOTO MpHKa3oM MuHucTepcTBa OOpa3oBaHMs W HAayKu
Poccwuiickoit @enepannu 22.09.2017 roga Ne 971, u ¢ yuerom tpeboBanuii [IpodeccrnonanbHOro
crangapTa «CHenuuasucT N0 OpraHu3alldd CEeCTPUHCKOrO JieJa», YTBEPKACHHOTO MPHKA30M
MunucteperBa Tpyzna M conuanbHoi 3amuThl Poccuiickoin @enepanuu 31.06.2020 r. Ne 479u
(3apeructpupoBan B Munucrepctse roctunuu PO 18.08.2020r., per. Ne 59314).
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Oone3Hel, Helipoxupypruu U MeauuuHckoil renetuku @I'bOY BO YI'MY M3 P® B cocrase:
J.m.H. JL.LU. BonkoBoii — mpodeccop, 3aBenyroas kapeapoit

O.B. OBcoBoIi — JOIIEHT,

O.B. KopsikuHoli - JAOIIEHT,
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@DOH/T OLIEHOYHBIX CPEJICTB 00CYKIeH 1 0100peH Ha 3acepannu kadenpsr 18.05 2023 rona
(mpotokoia Ne 10/ 22-23)

Penensenr:
O.I''Makees, 3aBeayromuii kaheapoil METUITMHCKON OMOJIOTHN U TEHETUKHU, TOKTOP MEIULMHCKUX

HayK, mpodeccop

®DOoH/T OLIEHOYHBIX CPEACTB OOCYXIEH W OJ0OpEeH METOJAMYECKOM KOMHUCCHEW HampaBlIeHUS
CecTpuHCKOE J1E€710



1. Konndukarop pe3yabTaToB 00y4eHUsI

no AucHuIInHe «MeIuIMHCKAS TeHETHKA»

JAunnakTuyeckas NHaukaTopbl 10CTHKEHUI YK, Tpy
eIMHHIA o1 0B
Ne Haumenos 3HaHusa YMmenns HaBbiku K ble
aHue byn
KUH
U
JE | Menuxo- OCHOBHBIE pa3ieNbl Ilposenenne  cGopa | Metonuka cbopa | YK-1, A/02.5
1 TeHEeTHYEeCKOe |MEAULIMHCKON I€HETHKH, UX | )kayno0, aHaMHe3a reneajornueckord | Crniocobe| Opranus
KOHCYJIbTHPOB  [LIEJIH, METOBI. YPOBHH CocTaBleHue u | nadOpManuH ocyIecT] s OTHeNb
aHue. OpraHU3aliHd MEIHKO- AHAITI3 Mertoxsl pacyeta | Th HOKCK| IpoLecc(
rCHETHYECKON CITy)KOBI B POIOCIOBHOH. TeHEeTHYECKOTo NpY| KpUTHYe] AesATeNIbH
Poccun, B3aumopeiicTue ee Wnrepnperauus pa3nu9HBIX Qopma) it aHam3| U
C APYTHMH YUPSKJCHUAMU | honynpratop HACJICICTBCHHON | CHHTE3 | CTPYKTY[
3npaBooxpaHeHus. Buisl OTHHIKO- HaTONOT U uapopmMa o
COBPEMEHHOI'0 MEMKO- FCHETHYIECKOIO CuCTeMHBI T0/1X0] H, nozapasg
reHETHYECKOTO o6cienoBanns B pupe | 2HATH3Y MEIUINHC) NPUMEHS| HUs
KOHCYJIbTUpOBaHMs. lenn, HEBHIKOB 4 | AOKyMeHTaIH; CUCTEMHY MEAMIHH
3aa4y, CTPYKTYpa, . Bnagets noHsATHIH] TTOAXOA 1 U
nokazanus u 3tansl MI'K. SaKIOHCHIH B amnmapaTroM B 00J1ac| pelIeHus| OpraHu3a
3aKOHOMEPHOCTH Pa3HBIX vcropun Gone3nu MEIULITHCKOM MOCTABIIg |
THIIOB HACJIEIOBaHN. HanneHra T€HETHKH. pIX 3amaul A/03.5
MeTomp! pacueTra Ilomomp  cembe B (MYK-1.1 OIIK-5. | Oprann3
reHETHYECKOro prucka mpy | MPHHATHH  POHICHUA | e nenger, Criocobel s u
MOHOT€HHBIX, XPOMOCOMHBIX,| 110 HHTEpIpETHpYyeT | OLUCHHBA] KOHTPOIL
MYJIbTH()AKTOPHBIX KOHCYJILTATUBHOMY u pamxkupyer | Mopdody nesensH
3a00/1eBaHUSAX. BOIPOCY. uHbOpMALIHIO, LHOHAb] U
(MYR-1.1 TpeOyeMy0 st | MCAULHH
Onpenenser, pemers usmoso| ro.
MHTEPIPETHPYCT M | |10 o €CKHEe M | MepCoHal|
pamxupyer — MaToJIOTH CTPYKTY
HHpOPMAIIHIO, UYK-1.2 KHe 0
iRl L et Frrs
f[OCTaBJ‘IeHHOfI nowere OpraHusy MEIUNUH
uHpOPMALIUU ISt o
3anaun, pemmers YenoBeKq i
UYK-1.2 . WHIHMBUJI OpraHH3a
MOCTaBJICHHO
OCyIECTBIACT HOUCK | o0 o bHOM, | H
“HpOpMALIN UL Tpymnrnos
Ppas3InuHBIM "
EIZTTZI]{?.?IEHHOI?I TII//II;?[_;%HPOCOB' MOy AL
331241 o o HoM
PaccmatpuBaer ¥ | ypopusx
PasIMYHBIM  THIAM | ppeniaraer peieHms
3aIpoCoB. BO3MOXKHBIE npodecc
HYK-1.3. BapUaHTELI AJIbHBIX
Paccmarpusaer U | peureHus 3a7au
npeyiaraet MOCTABJICHHO
BO3MOXKHBIE 3aj1a4u, OlIEHHBas
BapuUaHThl pEIICHHS | X JOCTOMHCTBA U
TIOCTABIICHHOM HEJIOCTATKH
3amaun, omenmsas ux | MOIIK-5.3
JIOCTOMHCTBA u | Mcnomssyer
HEJJOCTATKH) SHaHMA
(bHU3HONOrHYeCKH
X "
MAaTOJIOrMYECKUX
MPOLIECCOB Ha
HONYJISIIHOHHOM




YPOBHE B
npodeccnoHanbH
Ol IEATEBHOCTH)

Knaccugmukarn
ust "
CEeMHOTHKA
HacJeICTBEHH

O} MMaTOJIOTHH.

OmnpeznencHre TOHATHS
HACJIEJICTBCHHOTO U
BPOXKIAEHHOTO 3a00JIeBaHUs
«['eHeTHUeCKUl Ipy3» U
MPUYUHBI HEHOTHITHYECKOI
M3MEHYMBOCTH y YeJIOBEKa.
CoBpeMeHHbIe TOAXOAbI K
KIaccupUKaIIH
HAacCJIEICTBEHHBIX 00JIe3HEN;
XapaKTEPUCTHKA OTICIBHbBIX
rpyImn

HaCJIEJCTBCHHBIX OOJIE3HEH.
[ToHsATHE ¥ TPUHIUIIBI
(heHOTCHETHKH; 3HAUCHNE
MEHETPAHTHOCTH U
HKCIPECCUBHOCTH; TIOHATHE O
[1EHOTPOIIUHY.
J{narHocTuueckoe 3HaUeHUe
MaJIbIX aHOMAJIMH Pa3BUTHSL.
OcoOeHHOCTH HeTpaJUIUOHH
HacJe0BaHMU.

CTpoeHHE MUTOXOHIPHIA;
OmoreHe3 W QYHKIUU
MHUTOXOH/pHH; oO0Immas cxema
SHEpPreTHYecKoro oOMeHa B
KJIETKE;

XapaKTepUCTUKA
MHUTOXOH/IPHAIEHOTO
TeHOMa: JBOHHOE KOJUPOBAH]
0GeTKOB MUTOXOHAPHH, EeHOM
reTepoILIa3MuH;

Kpurepuu
MHUTOXOH/IPHAIEHOTO
HacJe0BaHMUI.
Knaccudukanys u KIMHAKO-
nmabopaTopHast
XapaKTEePUCTHKA
MHUTOXOH/IPHAJIEHBIX
Oomne3Hel (IIUTONATHIA).
[Tpunuuns! repanun MXb.
OcobeHHOCTH
MyJIBTH(HAKTOPHBIX
3aboJIeBaHuil; KPUTEPUH
KapTepa.

Pacno3naBanue
o0Immx

NIPOSIBJICHUI
HaCJIeICTBEHHOM
MaTOJIOTUH.
Jwnarnoctuka
BPOXKJIEHHBIX
MOP(HOTEHETUICCKUX
BAapUAHTOB.
Hcnons3oBanue
COOTBETCTBYIOILEH
TEPMHUHOJIOTHH.
IloaroroBka
MarueHTa K
(bu3nKaIBLHOMY
O0CMOTDY,
KITMHUYECKUM
00cIeT0BaHUM,
JUarHOCTHYECKUM
poLEeaypam.
IloBenenue
ITatorenernyeckoi
Teparmuu OOJNIBHBIM C
MXb
o
Bpaua.
(MYK-1.1
Omnpenenser,
UHTEPIPETUPYET U
pamxupyer
uHhopmanuio,
Tpebyemyro
pereHus
MOCTaBJICHHOMN
3a/1a4w,
NYyK-1.2
OcCyIIecTBISIET TOUCK
uHbopmauu IS
petieHus
MOCTaBJICHHOMN
3a1a49u
Pa3TUIHBIM
3a1poCoB.
NYyK-1.3.
PaccmarpuBaer u
npeanaraer
BO3MOYHBIE
BapUaHTBl  PENICHUS
TOCTaBJIEHHOMN
3a/1a4M, OIICHWBAas WX
JIOCTOMHCTBA u
HEJIOCTaTKH
HOIIK-5.1.

Ha3zHaA4YCHUIO

JJIA

10
THUIIaM

Meroauka cobopa u
OLIEHKH COCTOSTHHS
3I0POBBS
npoOaH/a u ero
POJICTBEHHUKOB
MPY TOJ03PCHHUN
Ha
HACIICJICTBEHHYIO
MATOJIOTHUIO.
CocraBieHue
KapThl (peHOTHUTIA
npobaHza.
Buagenue
TMOHSITUUHBIM
annapaTom B
obnactu
MEIULMHCKOMN
T'CHCTHUKU.
(MYK-1.1
Ompenenser,
HHTEPIPETUPYET

u pamKupyeT
nHpopmanuio,
Tpedyemyro
peuenus
IIOCTaBJIEHHOM
3aja4u,
NYyK-1.2
OcymiecTBisieT
IIOHUCK
nHdopmanuu s
peuenus
IIOCTaBJIEHHOU
3a7a4u
Pa3IUYHBIM
THUIIaM 3a1poCoB.
NYK-1.3.
PaccmarpuBaer u
npejsaraet
BO3MOJKHBIE
BapUaHTHI
peueHus
IIOCTaBJIEHHOU
3aj1a4u, OlIEHHBas
UX JOCTOMHCTBA U
HEJIOCTATKH
HOIIK-5.1.
OueHuBaer
MOpGhOPYHKITOH
aJIbHBIC,
¢dbusnoNoTHUECKHE
u
MATOJIOTMYECKHUE

JJIsL

10

VK-1,
Cnocobe
ocCyIecT]
Tb MTOKMCK
KpUTHYEC(
¥ aHanmm3
CHUHTE3
nndopma
u,
TIPUMEHS
CHCTEMHH
moaxon 1
perIeHus
IIOCTaBIIE
BIX 3a7a4
OIIK-5.
Criocobe
OIllcHHBal
Mopdody
[IHOHAIIb]

.
¢uznono
eCKHe U
MaTOJIOTH
Kue
COCTOSIHY
MpOLECCH
OpraHm3n
4eJIoBeKd
HHJIUBHU]T
BHOM,
IPYIIOB
u
OIS
HOM
YPOBHSX
penreHus
npodecci
aJbHBIX
3ajaq

A/02.5
Oprasms
s OT/IENb
nporeccq
JeITeNbH
"
CTPYKTYQ
0
nozpasag
HHS
MEIHIHH|

u
OpraHunsd

"
A/03.5
Oprasus
AU
KOHTPOJTY
JieTeNbH
u
MEHIHH|
ro.
nepcoHall
CIpYKTYp
0
Hozpa3ag
HUs
MECIUIUH]|
i
Opranusa
n




OrneHnBaeT COCTOSIHUS B
MOpPOPYHKIIMOHAIE | OpTaHHU3ME
HEBIE, YeNoBeKa.
¢usnonormueckue u | MOIIK-5.2
MATOJOTHIECKIE [Ipumenser
COCTOSIHUS B | 3HAHUSA
opraHu3Me 4enoBeka. | MoppodyHKIHOH
HOIIK-5.2. AJIBHBIX,
[Ipumenser 3HaHHUA | QU3HOTOTHIECKU
MOphHOPYHKITMOHATE | X u
HBIX, MATOJIOTUIECKHUX
(pU3NOTOTHYECKUX U | MPOIIECCOB Ha
MATOJIOTHIECKUX TPYTIIOBOM
MIPOIIECCOB Ha | ypoBHE JUTS
TPYIIIOBOM  YPOBHE | PEUICHHUS
TUTs pemeHust | MpodecCHoHaIbH
Mpo(eCCHOHANBHBIX | BIX 3aad.
3a7a4. HOIIK-5.3
MOIIK-5.3 HUcnone3yer
Ucnonp3yer 3HaHus | 3HAHUA
(U3NONOTHYECKUX U (usHONOrHICCKH
MaTONIOTUIECKHX X n
IPOLECCOB Ha | TATONOTHYECKUX
HOMYJIALIIOHHOM HPOLECCOB Ha
ypoBHE p | HOMYIALHOHHOM
. BH B
po¢heCCHOHATHHOMN YPOBHC
npodeCCUOHATBH
JESITEIBHOCTH) v
Ol IeATEBHOCTH)
JE | Yposuu Llems u pons mporpammsl | OTGop M moarotoeka | MeTomuka VK-1, A/02.5
3 opranusauuu  «I'enom YeoBeKay. | OOJIBHBIX s | ocMOTpa Cnoco6e| Opranus
HACIEACTBEHH |CtpoeHHe W (YHKUWH | TPOBEICHUS craryca OCyIIeCT] A OTACIb
oro HYKJIEHMHOBBIX KHUCJIOT; | MOJIEKYJIIPHO- npobanna. Tb ITOHUCK| TIPOLECC]
MaTepuana: KpuTH4e(] IesTeIbH
p MOHSATHE O TEHOME, €ro | FreHETMYECKOro Texuuka B3stus | P A
OpTaHH3allis |y anaKTepUCTHKY; HCCIIEeI0OBAHUS. MaTepuana s W aHaJIu3| "
u pabora reHbl, UX Kiaccudukanus; [BasTre MaTepuana s JTHK- CHHTC3 | CTPYKTYQ
TCHA; o uHpOpMY O
CBOICTBA  I€HETHYECKOI'O [IPOBEJIECHUS JHK-
LIUTOTEHETHKA AUArHoCTUKN U | y nopasg
KO/a; CTPYKTypa W paboTa [aHAIW3a; BBIABIICHHE K ’
ApUOTUIIMPOBA | mpuMeHs1| HUSA
. TeHA; TCHHBIC MYTallHH. MPU3HAKOB
e u 3a/1a4l XPOMOCOMHOM HiA CHCTEMHY MCIHIUTH
(MYK-1.1 noaxon A i
[IUTOTCHCTHK, MaTOJIOTUH;
Omnpenenser, pelieHus| opranusa
CTPYKTYpPHO- (bopMyIHpOBKa
(hyHKIIMOHATBHAS npeanonokutensHoro | o PHPETHPYET roerasig 1
ongaHLI[/Baum XPOMOCOMHOU z[flafﬁma " pamxupyer | o SV A03.5
HUTH;  MOPQOJIOTHYECKUE XPOMOCOMHOTO nHpopmanuio, OTIK-5. | Oprarts
6’ p Tpebyemylo st Crocobe] s u
0COOCHHOCTH BabOJICBaHMS. pemenms OLIeHHBA] KOHTPOIY
MeTada3HbIX xpomocoM; OTOop OONBHBIX IS .
b P > P OCTABICHHOI Mopdody mesTensH
KﬂaCCI/I(bI/IKaHI/H/I MPOBCACHU IIUOHAJIb] U
3aa9u
XpOMOCOM B HOPME U TPH [IHTOTCHETUIECKOTO I/IgH/K 1’ 5 , METHIVH|
AHOMANIMAX, COBPEMCHHAsS |[MCCIICAOBAHHS, ) ¢uzmrono| ro.
Ocy1iecTBisieT
MEKTyHApOTHAS B3sTre MaTepuana s €CKHe U | TIepCOHaJ|
TTOWCK
HOMEHKJIATypa  XPOMOCOM [KAPUOTHUITHPOBAHUS. MaTOJIOTY CTPYKT
P . P P P HHPOpPMALIUU IS PYKTYR
uesioBeka ISCN; Opranuzanus Kue 0
CIICHUS
[laToreHeTHYECKUE MPOPUIAKTUICCKUX U P . COCTOSTHY TOAPa3/g
MTOCTaBJICHHOU
MEXaHU3Mbl BOSHUKHOBEHUA p€a6I/IJ'II/ITaIII/IOHHLIX IIpoIecCy HUs
N 3aa9u o
CTPYKTYPHBIX U MEPOIIPUATHH. A OpraHusy MEIUIHMH
A3TTIHBIM v
KOJINYECTBECHHBIX (MYK-1.1 p UETIOBCKY H
THTIAM 3aMpPOCOB.
[EePECTPOCK KAPUOTHUIIA; Ompenenser, NYK-13 p WHAMBH] OpTaHH3g
BUJIbI CTPYKTYPHBIX U MHTEPIPETHPYET — H "~ bHOM, | H
. PaccmatpuBaer W | rpymmos
YHCIIOBEIX a0epparyii; pamxupyer
mpejyiaraet u
0COOCHHOCTH U HCXOJIBI WHPOPMAIIUIO,




QyTOCOMHBIX HapyIICHUH, Tpebyemyro IUIsL | BO3MOXKHBIE TOITYJISLL
aHOMAaJIMH TIOJIOBBIX pemenus BapHaHTBI HOM
XPOMOCOM; MTOCTaBICHHON peleHus YPOBHAX
[IMTON€HETHUECKIE 3a7a4H, IIOCTaBJICHHOMN pemeHus
BapUAHThI, KITMHUYECKAS nyK-1.2 3a7a4M, OLEHUBasI npoceccy
XapaKTepPHUCTUKA OCyIIECTBIIAET MOMCK | UX JOCTOMHCTBA 1 | HIPHBIX
XPOMOCOMHBIX ~ CHHIPOMOB; MH(GOpMAlUM Uil | HEZOCTATKH 3amad
MHUKPOIUTOTEHETHICCKIE pereHus HOIIK-5.3
CUHAPOMBL. NIOCTABJIEHHOM Hcnone3yer

331241 10 | 3HaHUA

Pa3IMYHBIM  THIAM | (HU3HOIOTHYECKH

3aIPOCOB. X u

NYK-1.3. MaTOJIOTHIECKUX

Paccmarpusaet U | IPOLECCOB Ha

npearaet HONYJISITHOHHOM

BO3MOXKHBIC YpOBHE B

BapUaHTHl PEIICHHUS | MPO(ecCHOHATEH

MOCTaBJICHHON 0¥ IesITEeIPHOCTH)

3aj1a4M, OLICHUBAs HX

JOCTOUHCTBA u

HEJOCTaTKH

HOIIK-5.1.

OrueHuBaer

MOop(hoPYHKITOHAITH

HBIE,

(bu3noNorNYecKue "

MaTOJOTHYECKUE

COCTOSTHHS B

OpraHu3Me YeJIOBEKa.

HOIIK-5.2.

[Mpumenser 3HaHUA

MOop(HOoPYHKITHOHAITH

HBIX,

(bHU3HONOTHYECKUX |

MAaTOJIOTHYECKUX

TPOLIECCOB Ha

IPYIIIOBOM  YpOBHE

IS penreHus

npoheCcCHOHATBHBIX

3ajad.

NOIIK-5.3

Hcnone3yeT 3HaHUS

(H3NONOrMYECKUX U

HATONOTHYECKUX

MPOLIECCOB Ha

HONYJSITHOHHOM

YPOBHE B

npodeccrnoHaTbHOM

JIeATEIIbHOCTH)

JE 4| Knunndeckas |[InuaeMHOIOTHs [MonyueHue MeTtonuka coopa u | YK-1, A/02.5
TEPATONIOTHS.  [BPOKIECHHBIX MMOPOKOB | MH(OpMAIHH o orieHkH coctostaust| Crocobe] Opranus

pa3BUTHSA (BITP). | BIIP u3 pa3nu4HbIX 3110pOBbA OCYILECT] s OTIEINb
Onpenenenue u HCTOYHHKOB npobanna. Tb MIOUCK| TIPOLECC(
MESKILyHAPOIHAS perncTpanum. [TpuHuune! u KpUTHYE( IEITENbH
Ki1acCH (UKL BIIP. | IIpaBuibHOE METO/BI i aHanus| 1
[TousTre «BpOXKJIEHHAs | OPOPMIIEHHE NPO(HIAKTHKH _ | cHHTeS | CTPYKTYR
QHOMANHsD» WIH «Ie(eKT» | yueTHOMH BIIP. Cucremubiit | HH(OpMY O
(congenital anomaly, birth | mexunmHcKoit TOJIXONL K aHATH3Y | M, TOZpa3ag
defect). Craguu | TOKYMCHTAIUH. MCAMITHHCKON TIPUMCHA) HIA
npeHaTanpHOro  pa3Butus |B3sitwe  marepuana JIOKYMCHTAILHH. CHCTEMHD MEIHINH

6



JeTIOBEKA "
COOTBETCTBYIOIINE
KPUTHIECKHE TICPUOMBI.

[loHsiTHE O TEPATOr€HHOM
TEpPMHUHAILIMOHHOM IIEPHO/IC.

[TpuHOMIBI W KIETOYHBIE,
TKaHEBbIC MEXaHU3MBI
TepaToreHe3a. IJTHOJOTHS
BIIP 1o rpynmnam.
@DakTOphl, BIUAIOLIME Ha
TEPaTOTEHHYIO aKTHBHOCTb
U XapaKTepHBIC MPU3HAKH
efCTBUS TEPaTOr€HOB.
Knnnuka

N3BECTHBIX (eTanpHbIX
CHHIPOMOB.

Tunel cBsizu mexnay BIIP.
MOHUTOPHUHT BIIP;

MEKIYHApPOIHBIE PETHCTPHI
BIIP

(EUROCAT,ICBDMS).
[leprKOHIIENIIMOHHAS
MoHIAKTHKA.

YpoBHI o0cne10BaHus
OEpEeMCHHBIX; CPOKH
[IPOBEICHUS,
TMarHOCTHYECKHE
BO3MOXKHOCTH, 3HAYHMOCTb
bxorpadun mIoza,
OHOXMMHUYECKOTO
CKPUHHHTA; TIOKa3aHMS
U1 MTHBAa3HBHOU
TMarHOCTHKH; METOJIBI
B3STHS TUIOJTHOTO
Marepuaa, CPOKH
[IPOBEJCHUS, TEXHOJIOTHIO
[IPOBECHUS, 3HAUCHUE JUIS
POPUIAKTUKA
BO3HHKHOBEHHS
HacJIeICTBEHHOM
[aTOJIOTHH.
[TpenMIUIaHATIIHOHHAS
TMarHOCTHKA.

1St
OFOXHMHYECKOTO
CKPUHHHTa
OepeMEeHHBIX.
OpraHu30BaIist
MPOPUIAKTHIECKUX
[peadMITNTaIMOHHBIX
MEPOTIPUATHI.
OTb0p
PKEHIIH
MPOBEICHUS
MHBa3UBHOU
ITMarHOCTHKH;
O0BscHEHNE
XxapakTepa

nu

OepeMEHHBIX
TUTS

OTKJIOHEHHII B XOJI€

Pa3BUTHSL,
MOTYT  HPHBECTH
(bOopMHUPOBAHUIO

KOTOpbIE

K

BAPUAHTOB aHOMaJHi

1 TIOPOKOB
(MYK-1.1
Omnpenenser,
HHTEPIPETHPYET
pamxupyer
WHPOPMALIHIO,
Tpedyemyro
pelIeHus
IIOCTaBJICHHOMN
3a7a4H,
NYyK-1.2

nu

JJIA

OCYH.IGCTBJ'ISICT IIOUCK
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2. OuleHOYHBIE CPEACTBA VIS MPOMEKYTOYHOM aTTecTalun
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2.1. YyeOHo-ucciaenoBarenbckas padora crynenros (YUPC)
IIpumepHas TemaTuka.

1. [Mpuanumne! JJTHK-1uarsocTuky HacieICTBEHHBIX O0JIC3HEH.

2. MounekynsipHO-IIUTOT€HETUYECKIE METO/IbI TUarHOCTUKH.

3. Ocobennoctu 60ie3HEH ¢ HETPAAULIIMOHHBIM THIIOM HACJIEOBAHUSI.

4. OcHoBHbIE TepaTOoreHHbIEe (PAaKTOPBl U KIMHUYECKHUE MPOSABICHUS UX JAeicTBUs. [IpuHIUIIBI
TepaToreHesa.

5. [IpexoHuenuroHHas MOArOTOBKA: 11, 3a7a4u, 3Tallbl IPoBeIeHus, 3PPEKTUBHOCTD.

6. [IpenaTanbHasi AMArHOCTUKA: 11€J1b, 33/1a4d, YPOBHU, CPOKH MPOBEAHEUS, TUATHOCTUUECKUE
BO3MOKHOCTH, poJib B ipoduiiakTiku BITP, XpoMoCOMHBIX aHOMAITHIA.

7. @deTanbHbIA ATKOTOJIBHBINA CUHIPOM.

8. ®deTanbHbIA KPACHYIIHBIHN, IIMTOMETaIOBUPYCHBIN CUHIIPOM.

9. Juabetnyeckast sSMOpHoOdeTonaTHs.

10.  HacnexctBeHHble OoJsie3HM oOOMeHa: oOIIas XapaKTePUCTUKA TPYIIbI, TEHETHYCCKUE
JTaHHBIC, CPOKU MaHHU(DecTanuu, KIMHUYeCKas: XapaKTepUCTUKA, OOIINe MPUHITUTIBI JUATHOCTUKHA U
TEparnuu.

11.  HacneactBeHHble  AWCIUIA3UM  COCAMHUTEIBHOM  TKAHW:  OTHUOJIOTHS,  IAaTOTCHE3,

naToMOpQOJIOTHsl, KIMHHYECKHE TMPOSBICHHUS, METOJAbl JIMArHOCTUKU, TOAXOIbI K Teparuu
(curmpom Mapdana, Dnepca-Jlanno, HECOBEPIICHHBIN OCTEOTEHES).

12. MUKpOIUTOreHETHYECKUE CUHAPOMBI (c.AHrenpmana, Jlanrepa-I'unuona, Ilpanepa-Bumm,
bexBura-Bunemana u np.).
13. HacnencTBenHble HEPBHO-MBIIIEYHBIE 3a00JI€BaHUS: ITHOJIOTHUS, TATOTeHE3, KIMHUYECKHE

KpUTEpUHU, OCOOCHHOCTH TEUYCHHsS Hambojee M3BECTHHIX (popMm (mporpeccupyromias MbIIIeUHas
muctpodun  [romenna/bekkepa,  COUHaNbHBIE  MBIIIEYHbIE  aTpoduU,  HACIEICTBEHHBIC
HEBPOIIaTUN ).

14.  Myxononucaxapunosbl (MIIC): sTnonorusi, matoreHe3, maroMopQoyIoTvs, KIMHUYECKUE
NPOSIBJIICHUS, METO/IbI MATHOCTHUKH, TIOJIXO/IbI K TEPATHH.

15. MuroxoHapuanbHas MaTojorusi, ocooeHHoctu Hacnenosanus. Cunapomsl Kepuca-Ceiipa,
MEERF, MELAS.

16.  Jlelikonuctpoduu: 3THONOTHS, ATOTeHE3, KIacCUPUKAIM, KIMHUYECKas XapaKTepUCTHKA.
MeToap! TMarHOCTUKY U MIPUHIIAIIBI TEPATTHH.

17.  Penkue (opdanHbie) 3a001€BaHMS.

18.  HeilipoKoXHbIE CHHAPOMBI. DTHOJIOTHS, TATOTEHE3 M KiIacCHpUKamms (pakoMaTo3oB.

JluarHocTHUeCKUEe KPUTEpUH, TMPOTHO3, TMOAXOABI K Tepanmuu mpu HelipopubpomaTose
Pexnunrxaysena, Ty0Oepo3HOM CKJIepO3e, SHIE(PATOTPUT€MUHAILHOM aHTMOMATO3e.

TexHonorus oneHUBaHUS:

6 OayIoB — KpaTKUil BEpHBINA YCTHBIM OTBET, OTPaXKatoL1il 0a30BbIe 3HAHUS MO MPEAMETY,
cnaboe OpUEeHTUPOBAHKE CTYJEHTA B TEME IPU JOTIOJIHUTEILHOM Paccrpoce;

8 6a/mI0B — pa3BEPHYTHIN OTBET, IEMOHCTPUPYIOIINH 3HAHUE COBPEMEHHBIX JIOCTHKEHUH B
n3ydaemMoil o0jacTd, CBOOOJHOE pacCyKJI€HHE TO 3aJaHHOM TeMe C HEe3HAYUTEIbHBIMU
HEJI0YeTaMH C MCII0JIb30BaHUEM MaTepHajIoB yuyeOHOM IUTepaTypsl U JIEKIIMOHHOTO KypCa;

10 OGamnoB - TONHBIM, YETKUH OTBET, JAEMOHCTPUPYIOIIMNA 3HAHHE COBPEMEHHBIX
JOCTIDKEHUI B U3yyaeMoM o00macTH, CBOOOAHOE pacCyXkJIeHHEe IO 3aJaHHON Teme ¢
HCIIOJIb30BaHUEM MaTepHalloB y4eOHOH JuTepaTyphl, JIEKIIMOHHOTO Kypca M JOIOJHUTEIbHON
JUTEPATypBl

2.2. CuTyanMOHHBbIE 321241

CuryauuoHHble 3afaud  pa3paboTaHbl aisg  pyOexHoro  KoHTposis.  [Ipumepst
CUTYallMOHHBIX 3a/1a4:
Curyanmonnas 3amada Nel (JIE1): B Menmuko-reHeTHYECKyl0 KOHCYJIBTAIMI0 OOpaTHiIach
KIIMHUYECKH 3/10pOBasi CyNpy’KecKas mapa Ul BBIICHEHHMS pUCKa MOTOMCTBa. M3BECTHO, 4TO BOE
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POIHBIX OpaTheB CYNPYTH ObUIM YMCTBEHHO OTCTAIBIMH M yMepsn 10 10 JeT OT TSKEIOro HepBHO-
MBIIIEYHOTO 3a0oneBanus. Pogutenu cynpyru Obud (DEHOTUIIMUYECKH 370POBBI, Y Opata 6adymiku
CYNPYIH CO CTOPOHBI MaT€pU MMEIIMCh HAPYILIEHUs MOXOAKH. ['eHeanornyeckuii aHaMHe3 Cynpyra
He oTsironieH. M300pa3ute BO3MOKHBIE BAPHAHTHI POJIOCIOBHBIX U3 4-X MOKoJeHUH. O KakoM THIIe
HacJieoBaHusl uaeT peub? PaccuwraiiTe pUCK IS MOTOMCTBA, €CJIIM HM3BECTHO, YTO KCHINWHA
O6epemenHa 20 Heleb II0JJOM MYXCKOTO TOJIa.

Curyanmonnas 3amada Ne2 (JIE1): B Memuko-reHeTHYecKyl KOHCYJIbTAIMI0 OOpaTHIach
KJIIMHUYECKU 3/10pOBasi CyINpysKecKas Iapa Julsl BBIICHEHUS pHUCKa IOTOMcTBa. M3BecTHO, UTO ABOE
POIHBIX OpaTheB CyNpyru ObUIM YMCTBEHHO OTCTAJIBIMHU M yMepsu 110 10 JeT OT TSXKeIoro HepBHO-
MBIIIEYHOTO 3a0oneBanus. Pogurenu cynpyru ObuM (PEHOTUIMUYECKH 3/10pOBHI, Y Opara 6a0ymiKu
CYNPYTU CO CTOPOHBI MaTepu MUMENUCh HapylIeHusl MoxXoaKkH. ['eHeamornueckuii anaMmHes cynpyra
He oTsroimieH. M300pa3ute BO3MOXKHBIC BAPUAHTHI POJIOCIOBHBIX U3 4-X mOoKoJeHUuH. O KakoM THIIe
HacyeqoBaHusl uaeT peub? PaccuuraiiTe pUCK Ui MOTOMCTBA, €CJIM WU3BECTHO, YTO IKEHILIMHA
Ooepemenna 20 HeAelb IJI00M XKEHCKOro IoJa.

Curyanuonnas 3agada Ne3 (JJEl): B Menuko-reHeTHYecKyl0 KOHCYJIbTAIlMI0 OOpaTHiIach
KIIMHUYECKH 37I0pOBas cymnpykeckas mapa. VX nepBsiil peOeHOK MY>KCKOTO I0Jia yMep B Bo3pacte 7
MeCSIIEB OT TsKENoro 3abosieBaHMs OOMEHa BEIIECTB C ayTOCOMHO-PELIECCUBHBIM THIIOM
HacnenoBanus. M300pa3ute pogocnoBHyro. PaccunTaiite puck /1l HOTOMCTBA, €CITU U3BECTHO, YTO
KEHIMHA OepeMeHHa 16 Heaemnb mI0J0M )KEHCKOTO IT0JIa.

Curyanmonnas 3amada Ned4 (IAE3): B pommome mpu ocMoTpe peOEHKy ObUT TMOCTaBIICH
npeaBapuTeNbHbld  quarHo3 «Cunapom JlayHa» Ha OCHOBaHMHM CICAYIOIIUX KIUHHYECKHX
CUMIITOMOB: KOPOTKAs IIesl, STUKAHT, MOHOTOJIOWIHBIN pa3pes a3, CaH alIeBUIHBIC ICITH.

JlaiiTe peKOMEHIAIMH 10 JOTIOJHUTEIILHOMY M CIICIUAILHOMY F€HETHYECKOMY J000CIICIOBAHUIO.
HpI/I KaKuX OUTOTCHCTUYCCKUX BapUaHTaX JUArHO3 «CMHAPOM I[ayHa» ABJISICTCS I[OCTOBepHBIM?

Curyannonnas 3amada Ne5 (JIE3): Ha ocHoBaHMM KakuxX KIMHUYECKHUX TMPU3HAKOB MOXHO
MPEINOJIOKUTh y IOHOIIM 16 JIeT XpoMOCOMHOE 3a00JeBaHe, CBA3AHHOE C aHOMAJIMSIMHU TIOJIOBBIX
xpomocom? IIpencraBpTe mepeueHb Takux 3a0071eBaHUH.

CuryaunonHnas 3amada Ne6 ([E3): V sxenmmubsl ¢ kapuotunom 47,XXX poauics peOeHOK
MyxcKkoro rnosia. Kakue BapuaHTbl KapMOTHIIa BO3MOXKHBI y 3TOro pedenka? KimHuueckas kapTuHa
KaXKI0r0 U3 HUX.

Cutryanuonnas 3amgada Ne7 (IE3): XXenmmna ¢ unBepcuei ydactka (14-18) xoporkoro mieda 18
XPOMOCOMBI BCTyMaeT B Opak co 3J0POBBIM MYXXYMHOW. Hamuimmre KpaTKyro 3amuch KapUOTHIIA
sKeHITUHBI. CyIeCTBYET JIM B 3TOW CEMbE PUCK:

. Poxnenus pebenka ¢ cuHIpoMoM DaBapca?
. PoxnaeHus noToMcTBa ¢ MHOYKECTBEHHBIMU BPOKI€HHBIMU ITOPOKAMU PA3BUTHS?
o Tspkenoro rectosa Bo Bpemsi 0epeMEeHHOCTH

Curyarmonnas 3amada Ne® (JIE3): KoMy M3 HuxemnepeuyuClIEHHBIX HEOO0XOAMMO IpPOBEACHUE
UTOTEHETHYECKOT O UCCIIEIOBAHMUS:

o Knuanuecku 310poBoMy cubey pedenka ¢ cunapomom JlayHa

o Kenmune 47 net, niaaHupyromied 6epeMeHHOCTh

o PonuTensm pebeHka ¢ TpaHCIOKAIIMOHHBIM BApHAHTOM CHHIpOMa D/Bap/ca
o OOmbsicHHTE, TOUYEMY.

CuryanuonHnas 3agada Ne9 (IIE3): Onpenenute konuuecTBO Tenen bappa (CTpykTyp HOJIOBOTO
XpPOMAaTHHA) Y JIIOJIEH ¢ JUCOATAHCOM I10 TTOJIOBBIM XpoMocomaM: Yy MyxkarH — 47, XXV, 48, XXXV,
y s)keHmuH — 45,X, 47, XXX.
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Curyanmonnas 3amada NelO (JIE6): PeGenox 7 mecsameB. B Bo3pacte 3 MecsleB MOSBHINCH
SMU30Jbl PBOT, TEHEPAIM30BAHHBIX CYAOPOr, TMOBBIMIEHHONW Bo30ynuMoctu. Koxa ¢
9K3EMaTO3HBIMU MPOSBICHUSIMH, OTMeUaeTcsi ee OJeIHOCTb, JeMUrMeHTaus Boyuoc. B Bo3pacre 1
Mmecsia Obutn  Bb3BaHbl B MIL][ mo pesynapratam CKpuHUHra 1, HO HE TNpHUEXaJH.
[IpeanonoxxutenbHpli Auarnos. [larorenes 3aboneBaHusl.

CutyanuonHnas 3amada Nell (JIES): Manbuuk, 2 Hen., moKazaTeld HEOHATAIIBHOIO CKPUHHMHTA —
NPT 50 amonbe/n, @A 15 mr/mn, ran — 0,015 /0. Bemmcan u3 pognoma ¢ Ds 3mopoB. TakTuka,
noo00cie0BaHue, JIeYeHHe.

CutyanuonHnas 3amada Nel2 (JIES): Ilpemnoxute miaH oOciieoBaHUs PEOCHKA C TOKAa3aTelIsIMH
HeoHatainbHoro ckpunudra: CKPMHUHI 1 — ®A — 0,10 mr\ma; UPT — 43 ur\mon; Tan — 0,27
TTT — 7 mx EJ]\mi

Curyaunonnas 3anada Nel3 (/JIES): [Ipeamnonoxute BeIUYUHY BCEX IMOKazaTeieil HEOHATaIbHOTO
ckpununra (®A, Tan, UPT, TTI, 17-OKC) y pebGeHka MYyKCKOTO Ioja €O CJeAyrolen
KIIMHUYECKOW KapTUHOM KapTHHOU. B Bo3pacTe 7 cyT. BO3HHKJIA HEYKPOTHUMas pPBOTa «(HOHTAHOM»
C TMOJUypHEH, TMPOrPECCUPYIOIIEH  MOTEped  Macchl  Te€ja, 3alaBIIUM  POJHHYKOM,
runepnurMentanueid koxu. [lpu mabopartopHoil MccleqOBaHUM — MPHU3HAKU CTYHIEHUS KPOBH,
runep-K+emus

Curyaunonnas 3anaga Neld (/JIES): [Ipeanonoxure BeJIWYMHY BCEX IOKa3aTejaell HEOHATAJIbHOIO
ckpununra (@A, I'an, UPT, TTT, 17-OKC) y pebenka co crneayromieil KnHudeckoi kapTunoii. C
10 cyroxk mosBHIAch BSUIOCTh, HEYKPOTHMAas pPBOTa, >KenTyxa. [Ipy HMHCTpYMEHTAIbHOM
o0cieI0BaHUY - YBEIIMYEHUE MTEUEHH, KaTapaKTa.

Curyarmonnast 3agada Nel5 (JIE6): Onuinute KIMHUYECKYIO KapTHHY 3a0osieBaHus y peOeHka 3
MECSIIEB C TOKa3aTeJIIMA HeoHaTabHOTOo ckpuHuUHTa: DA — 0,8 Mr/mn, TTI 7 MmEJl/mn, ran — 20

r/n. Ilpennoxure neyeHue.

2.3. TemaTnka KOHTPOJBLHBIX padoT:

1 BapuanT
1. ITonsiTve 0 reHe, reHoTUIIE, TEHOME, ajuiene. |'eHeTuYecKuil Kol M €ro CBOMCTBA.
2. Kpurepun  ayroCOMHO-IOMHHAHTHOTO  HAclieZJOBaHMsS.  3HAUEHUE  BapbHUpYOIEH

OKCIIPECCUBHOCTH, HEMOJHON TICHETPAHTHOCTH TEHa TMpPH OIEHKE pPOJOCIOBHBIX. [Ipumepbl
3a00JI€BaHUI.

3. buoxuMuyeckue MeTobl AMATHOCTUKH HACIIEICTBEHHBIX 3a00JIEBaHUM.

4. CuryarinoHHas 3ajayva.

2 BapuaHT

1. I'ennbie MyTanuu. 3a00eBaHUe, BbI3bIBAEMbIE TEHHBIMUA MYTAIIUSIMH U UX TUATHOCTHKA.

2. Bompockl opraHuzanuM = MEAMKO-TEHETHUecKoW cimyxO0bl B Poccuiickoit  denepamnum,
OpraHU3aIlMOHHbIE U METOIMYECKUE MPUHIIUIBI METUKO-TEHETUYECKOTO KOHCYIbTUPOBAHMUSL.

3. OEHUIKETOHYPHS: dTUOJIOTHS, TTATOTeHEe3, KIMHUYECKHUE OCOOCHHOCTH, aITOPUTM JTUArHOCTUKH,
MPUHIIUIIBI IEYEOHOTO MUTAHUS.

4. CutyanmoHHas 3ajaya.

3 BapuaHT

1. Xpomocomuble myTanuu (abeppauuu). 3aboneBaHusi, 0OyCIOBICHHbIE 3TUMHU HapYIIECHUSIMH,
METO/IbI UX JIUAarHOCTUKH.
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2. TlomynsIMOHHO-CTaTUCTUYECKUI METOJA HCCenoBaHus. 3akoH Xapau-BaitHOepra u ero
IIPUMEHEHNE B TEHETUKE YEIOBEKA.

3. MOHUTOPUHI BpOXJICHHBIX TOPOKOB pPa3BUTHS: 1€Jb, 3aJayd, CXE€Ma OpraHu3aluu,
CTaTHCTUYECKass  JIOKyMEHTalus, KOTOPTHBIA  MOAXOJA,  KOHTPOJUpyeMmble  (PEHOTHUIIBL,
mexayHapoassie peructpel BIIP (EUROCAT, ICBDMS).

4. CutyanimoHHas 3ajaya.

4 BapuaHT

1. XpomaTuH 1 XpOMOCOMBI. XUMUYECKHIA COCTaB, MOP(HOJIOTHS M TUIIBI XPOMOCOM YEJIOBEKa.

2. Kpurtepuun ayToCOMHO-PELIECCUBHOIO HacjeloBaHMsA. 3HaueHue uHOpuaunHra. I[Ipumepsl
3a00JI€BaHUH.

3. BpoXIeHHBI T'MIIOTUPEO3: ATHUOJIOTUS, NATOTe€HE3, KIMHUYECKHUE OCOOEHHOCTH, AJrOPUTM
JUArHOCTUKY, IPUHIUIIBI TEPAIIUU.

4. CutyanimoHHas 3ajaya.

5 BapuanT

1. MoaudukanroHHass U3MEHYMBOCTD: MOHATHE, XapaKTEPUCTHKA, HOpMA PEaKIMH, aJalTHBHBIHI
xapakrtep. @eHokonus.

2. HeonatanmpHblii ckpunur B Poccum: kputepum BO3, cpoku mpoBeaeHUs, alroputMm
o0cIieZ1oBaHui, MHTEpIpeTaLus Pe3yJIbTaTOB.

3. llHBa3uBHBIE METO/BI MPEHATATBHON TUATHOCTHKU: aMHUOLEHTE3, aCUPalys BOPCHH XOPHOHA,
KOPJIOLICHTE3, IIJIallCHTOLICHTES.

4. CuryanroHHas 3ajaya.

6 BapuaHT

1. Myrarene3. Myranuu: onpesaeiaeHue, 4acToTa, kiaaccupukanui. MyrareHHsle (akTophl.

2. MyKOBHUCIHI03: ATHOJIOTHS, TIATOTEHE3, KIMHUYECKHE O0COOEHHOCTH, aIrOPUTM JUArHOCTHUKH,
IIPUHLINIIBI TEPAIHH.

3. Kocsennas JIHK-muarnoctuka: ycioBusi mpoBeaeHus. [lonuMopduble MapKepbl, aHaIU3 HUX
HACJICI0BAHMUS.

4. CuryanroHHas 3ajaya.

7 BapuaHT

1. OcHoBHbIe 3Tanbl OMocuHTe3a 0esiKa B KJIETKE: TPAHCKPHIILIUS, TPOLECCUHT, TPAHCIIALUS.

2. TenomHble MyTanMM HW HX KiIaccupukamus. 3abosieBaHUs OOYCIOBJICHHBIE T€HOMHBIMU
MyTallUIMA B CUCTEME TNOJOBBIX  XxpomocoMm  (cuHzapomsl:  Illepemesckoro-Tepnepa,
Knaitngpensrepa, nonu-X, n1yomas-Y). MeTopl UX THarHOCTHKU.

3. KunmnHMKO-TeHeamornyeckuii MeTol B JMArHOCTUKE HACleACTBEHHBIX OomnesHeit. IlpaBuia
COCTaBJICHUS PO/IOCIOBHBIX.

4. CuryanrioHHas 3ajaja.

8 Bapuanrt

1. 'eneTnueckuii rpy3 u NpuYUHbI (HPEHOTUITUYECKON U3MEHUYUBOCTH Y Y€IOBEKa.

2. CTpyKTypHBI€ nepecTpoiiku xpomocoM. [Ipumeps! ¢ KpaTKoi 3alMChi0 KApHOTHIIA.

3. O0mas xapakrepuctuka oonesneir oomena BemiectB (HBO). Tlorstue o metabonudyeckom OJI0Ke.
[TpyHIMIIBI IMaTHOCTUKHU U JICUEHUSL.

4. CuTyanioHHas 3aja4a.

9 BapuaHT

1. B3aumoieiicTBHEe HeayuIeNbHBIX T€HOB: KOMIUIEMEHTAPHOCTh, SMUCTa3, HOJIUMEPHS
2. CoBpeMeHHBIE KilaccH(DUKAMU HACIEICTBEHHBIX O0JIE3HEH YeoBeKa.

3. Mynbstudakropuansusie 3adosneBanus. Kpurepun Kaprepa.
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4. CuryauuoHHas 3ajaya.

10 BapuanT

1. Onpenenenre MOHATUS «CEMUOTHKA» HACJIEICTBEHHOM MaToioruu. OCoOCHHOCTH KIMHUYECKHUX
MPOSIBIICHUI HACTICICTBEHHBIX OOJIE3HEH.

2. T'eHomHBIE MyTanMM W HX KiIaccupukamus. 3abosieBaHUs OOYCIOBJIICHHBIE T€HOMHBIMH
MyTalusIMU B cucteMme ayrocoM (cunapomsl: layna, [Tatay, OaBapaca). MeToabl UX AMArHOCTHKH.
3. Ilpsambie meroanl JIHK-nuarnoctuku: texuosnorus 1P, 6ioT-rubpuausanms, METObI aHAIN3a
MPOYKTOB aMIUTH(PUKAITIN. MeTOIbI IIOMCKa HEM3BECTHBIX MYTaIUH.

4. CuTyaniMoHHas 3aj1a4a.

11 Bapuanr

1. Kapuotun u uauorpamma XpoMocoM 4enoBeka. Mopdosorust meragazHbix XpoMocoM. MeToabl
T depeHranbHoro okpamuBanys. [IpuHIUNbI KnaccupuKanuy XpoOMOCOM YeJIOBeKa.

2. [lonsiTrie 0 HETPAAUIIMOHHOM HaclieoBanuu. [Ipumepsr 3a001eBaHU.

3. IlpenaranbHasi OUarHOCTHKA, BHU[bI, 3a/Ja4M, CPOKU IMPOBEICHMS, IOKA3aHUSA K IPOBEIEHHIO
WHBA3UBHBIX POLENYD.

4. CutyanoHHas 3a/1a4a.

12 Bapuanr

1. Crpoenue u ¢pyakiuu HykienHoBbIX kuciot JJHK u PHK. Xapakrepucruka tpex sumoB PHK: p-
PHK, m-PHK, T-PHK.

2. JIuddepenuupoBannbie muciiazuud  coenuHutenbHoM  Tkanu  ([CT): kosareHomatuw,
bubpummHonatuu. HecoBepiieHHbI ocTeoreHes, cuHapoM Jnepca-llanno, cunapom Mapdana:
JUAarHOCTHYECKUE KPUTEPHH, KIMHUYECKAs XapaKTEPUCTHKA.

3. Bpoxnennsie opoku paszputus (BIIP), onpenenenue. Tumbl cBsa3eit MHOkecTBeHHBIX BIIP —
CUH/POM, accollMalyus, aHoMazna (CUKBEHC, cieAcTue). [Ipumepsi.

4. CuryanrioHHas 3ajaja.

13 BapuanT

1. Masnble aHOMaJINK pa3BUTUS: ONpEeNIeHUe, TUarHOCTUUECKOE 3HAaUCHHUE.

2. Menuko-reHeTH4ecKoe KOHCyJIbTupoBanue. Llenb, 3aqaun, BUbI, MOKAa3aHMs, 3TAIbl, pacdeT U
OIICHKAa M'€HEeTUYECKOI0 PHUCKa.

3. LlutoreneTnyeckue MeTO/Ibl AUATHOCTUKH HACIIEICTBEHHBIX OOJIE3HEH.

4. CuryarinoHHas 3ajayva.

14 BapuanTt

1. MutoxonapuansHelii reHoM. MuroxonnpuanbHas JHK, ocobeHHocTH cTpoeHMs, MyTauuu,
0COOEHHOCTH HacnenoBaHusa. Mopdonornyeckuii cyocTpaT MUTOXOHAPUATIbHBIX O0JIE3HEH.

2. BpoxnaeHHble TOPOKM pa3BUTHSA, ompeneneHue. Mopdonornyeckas Kiaccu(UKanus.
Tepatorensl, knaccudukanus. [lepukoHuenuonHas npoduaakTuka.

3. TanmakTo3eMusi: CHHAPOM: STHUOJIOTHS, TNAaTOreHe3, KIMHUYECKHE OCOOCHHOCTH, aJITrOpUTM
JTUArHOCTHKY, PUHIUIIBI TEPATTUH.

4. CuTyanoHHas 3a/1a4a.

15 Bapuant

1. Kputnueckue nepruoapl NpeHaTalIbHOTO Pa3BUTHSI OpraHu3Ma U MPUHLUIIBI TEpaTOreHesa.

2. ®opMbl U3MEHYMBOCTH: MOJU(PHUKAIMOHHAsA, KOMOWHATHBHAsA, MyTalMOHHas. MX 3HaueHue B
OHTOI'€HE3€ U HBOJIOLHH.

3. AZpeHO-TeHUTAIbHBIH CHHAPOM: ITHUOJIOTHUS, MATOTeHE3, KIMHUYECKHE 0COOEHHOCTH, aIrOpUTM
JAUAardHOCTUKH, IIPUHIIUIIBI TCPAIINH.

4. CutyanoHHas 3a/1a4a.
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TexHosorus onieHUBaHMS:

5 GayIoB - KpaTKUd BEPHBIM YCTHBIM OTBET, OTPAKAIOIINK 0a30BbIE 3HAHUS TI0 TIPEAMETY,
ciaboe OpUEHTUPOBAHUE CTYJEHTA B TEME IIPU JOTIOJIHUTEIBLHOM PacCIpoce;

15 GannoB — pa3BEPHYTHIN OTBET, IEMOHCTPUPYIOLINI 3HAHUE COBPEMEHHBIX JOCTHXKECHHIA
B H3y4aeMoW o00JiacTd, CBOOOJHOE pacCyXIACHHE IO 3aJaHHOH TeMe C HE3HAUYUTEIbHBIMU
HEJ0YeTaMHU C MCMOJIb30BaHUEM MAaTEPHAIIOB YUEOHOM JIUTEPATyphl U JIEKIIMOHHOTO Kypca;

20 OamioB - TOJHBIA, YETKUHA OTBET, JACMOHCTPHPYIOUIMI 3HAaHHE COBPEMEHHBIX
JMOCTHKEHUII B M3yyaeMoW o0yiacT, CBOOOJHOE pacCyKIeHHEe IO 3aJaHHOH TeMmMe ¢
UCTOJIB30BAaHUEM MaTepHalioB y4eOHOW JMTEpaTyphl, JEKIMOHHOTO Kypca U JOMOJIHUTEIHHON
JUTEpaTyphl

2.4. TecToBbIe 3aJaHUA

TecroBble 3amaHus paspaboransl mo kKaxaoi JIE, Mcrmonb3yroTcss 1uis UTOTOBOTO
KOHTPOJIsI B KAaueCTBE OLICHKM YpPOBHS 3HAHMW. B TeCTOBOM 3ajaHMM CTYACHTY IpPEIaraercs
BbIOpaTh OJIMH UJIM HECKOJIBKO IIPABUJIbHBIX OTBETOB.
IIpuMepbl TECTOBBIX 3aJaHUI:

1. dakropamu, BBI3BIBAIOIIMMH BPOKICHHBIE MOPOKHM pa3BUTHs MO TUIy Aedopmaruii,
moryt 6bITh (IIE 4):

1. BHyTpUMaTO4YHbIE OOBEMHBIE ITPOLIECCHI

2. pOJIOBBIE TPaBMBI

3. IpueM NMPOTUBOIMMWICHTHUECKUX PENapaToB KEHIIMHON BO BpeMsi OepeMEHHOCTH

4. MOHM3UpYIOLIEE U3JIyYEeHUE

5. IIaToJIOrus ONOPHO-ABUraTEIBHOIO aNlapara y MaTepu

2. JlMarHOCTUYECKOE 3HAUeHHUE KOJIMYECTBA  MHUKPOMNPU3HAKOB,  IO3BOJISIOINIEE
3aro0/I03pUTh HAJTMYKE Y TpoOaHIa BPOXKIECHHOTO Topoka pa3BuTus cocrasiser ([IE 4):
1.3-5u 6onee

2. He MeHee 8

3.2-3

4. mo6oe KOJIUIECTBO

5.10

3. Tun cBSA3M MHOMKECTBEHHBIX BpOXKAECHHBIX IOPOKOB pa3BUTHs, H3BECTHBIM Kak
aHomasiaJ, mpenacrasiset codoit (/E 4):

1. ycroiiunBoe coueraHue JBYX MU Oojiee HE MHIYLUPOBAHHBIX APYT JAPYrOM IOPOKOB
pa3BUTHA B Pa3HbIX CUCTEMax OPraHoB

2. HecllyyallHO€ COYETaHHWE HECKOJbKUX TIOPOKOB M aHOMAJIMN pa3BUTHS CO
CTaTHUCTUYECKUM THUIIOM CBSI3U

3. KOMIUIEKC TIOPOKOB pa3BUTHS, BO3HUKAIOUIMM BCIEACTBUE JEHCTBUS OIHOTO
BPO’KJEHHOIO MOpOKa WK (pu3ndeckoro (hakTopa, KOTOPHI BBI3BIBAET KACKal BTOPUUHBIX
HapyLIEHUN

4. MHOXXECTBEHHbIE€ TMOPOKH pPAa3BUTHUS, BbI3BAHHbIE OJHOBPEMEHHBIM JEHCTBHEM
HECKOJIbKUX BHEIIHECPEIOBBIX (haKTOPOB

5. coueTaHHe HECKOJbKHX MOPOKOB Pa3BUTHUS, ONHCAHHBIX Yy JKUTENEH oOIpeneneHHoN
reorpagpuuecKoi 30HbI

4. OCHOBHOH T1IeNbI0 TMPOCTIEKTHBHOTO MEIUKO-TEHETUYECKOTO KOHCYJIBTUPOBAHHUS
seisiercst (JIE 1):

1.0Onpenenenue pucka pokaeHus OOJIHHOTO peOeHKa 10 HACTYIIICHUS OEpEMEHHOCTH UITN
B IIEPBOM TPUMECTPE
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2. OmpeneneHue TMPOTHO3a 3/0pOBbS pPeOCHKAa M pPHCKA IOSBICHUS 3a00JeBaHUSA Y
MOCIIEAYIOIINX eTeH B CEMbE, T€ €CTh OOIBHBIC IETH

3. Beibop Haunbonee 3pPpeKTHBHOTO cr1ocoda NEPUKOHIECTIIIUOHHON TPOPHIAKTHKI
4.Onpenenennie  Haubosiee  ONTUMAJIBHOTO  METOJA WHBA3UBHOM  IpEHATaIbHON
JMarHOCTUKU

5. IIpoBeenne KapruOTUITHPOBAHUS

5. MHOpuauHr kak (akTop, OKa3bIBAIOIIMI BIMSHUE HA TE€HETHMUYECKYIO CTPYKTYpPY
nonyssinuu — 31o (AE1):

1. IIpouecc oOMeHa reHaMH MEXy ABYMSI TOMOJIOIMYHBIMU XpPOMOCOMaMHU

2. CaMOyZIBOGHHE HACIEJICTBEHHOTO MaTepualia, nepeaaya HacleJICTBEHHOrO MaTepualia
JOYEPHUM KJIETKaM [TOPOBHY

3. OTKJIOHEHHE OT CIYYaiiHOTO BCTYIUICHHUS B OpaK B CTOPOHY KPOBHOPOACTBEHHOTO
4.CTpyKTypHBIE  HEPECTPOMKM  XpPOMOCOM,  HPOSBISIONIMECS  MHOKECTBEHHBIMU
BPOKJICHHBIMU ITIOPOKaMU PA3BUTHUS

5. DOnureHeTHuYecKoe SBJIEHHE, OOYCIOBIEHHOE POAMTEIbCKHUM IPOUCXOKICHUEM
XpOMOCOM HJIM WX (parMeHToB, a HE CTPYKTYPHOH MEPECTPOMKONW Te€HETHYECKOTrO
Marepuaia

. Kapuortum 45,X/46,XX coorerctByet (/IE 3):

. MO3aWYHOMY BapuaHTy KapuoTuma npu cuaapome Llepemesckoro-TepHepa
. HOpMaJIbHOMY KapUOTHITY MY>KUYMHBI

. HOpMaJIbHOMY KapHOTHITY >KEHIIUHBI

. Kapuotuiy npu curapome Knaitndensrepa

. Kapuotuny npu cuaapome [laray

OO, WNEFEO®

. Anst cunipoma DBapjca xapakTepHsl cienytomue npusnaku (JE 3):

. IyHOOOpa3HOE JUII0, OpaxUIaKTUIINS, STTUKAHT

. LIEHHBIN NTEPUTUyM, aHTUMOHTOJIONJIHBIN pa3pes ria3, KOapKTalus aopTsl

. AeheKT ckanbIa, MONUAAKTHIIN, paclieuHa ryobl 1 Heba

. 6ecrioiue, TUMOTOHA/IN3M, CHUKEHUE HHTEIJIEKTa

. «CTOIA-Kayaikay, «ITHYbE JUIO», Aonuxouedanus, (paeKcopHoe MOI0KEeHUEe KUCTeH

O wWNDEFE N

. s cunapoma Ilaray xapakrepssl ciaenyroue npusHaku (E3):

. MUKpO(TalIbMUs/aHOPTAIbMHUSL, pacllieIMHa I'yObl U HeOa, TOTUAAKTHIINS
. «CTOMA-Kayvaikay, Jojuxonedanus, GaeKkcopHOe MOJ0KEHHE KUCTEH

. JIM1I0 B BUJIE «MAac KU IPEYECKOr0 BOUHA»

. o0WIMe MUIMEeH "THBIX MATeH, X-00pa3Has AedopmMarius rojJeHen

. TMMQaTHYECKHUE OTEKH ThUIbHBIX TOBEPXHOCTEN KUCTEN U CTOI

OB~ WN - 0o

. Kapuorun 47,XX, +13 cootserctByer ([E3):
. HOpMaJIbHOMY KapHOTHITY >KEHIIUHBI

. Kapuotuy npu cuaapome Knaitngensrepa

. KapuoTuIly rpu cunapome Ilaray

. KApUOTUITY IIPY CUHIAPOME DiBapjica

. KApUOTHITY ITPU CUHIPOME KKPHKA KOIIKI

O~ wWNEF O

10. JIna cungpoma IllepemmeBckoro-TepHepa XapakTepHsl cienyromie nposisieHus (IE
3):

1. numdaTuyeckre 0TeKH ThUIbHBIX TOBEPXHOCTEH KHCTEH U CTOI, KPHUIOBUIHBIE KOKHBIE
CKJIaJIKH Ha 1Iee

2. TUTIOTOHAJIU3M, THHEKOMACTHs, OecIiiogue
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3. mu30(peHus ¢ HeOIArONMPUATHBIM TEUYCHHEM
4. BepeTeHO00Opa3HbIC MAJbIIBI, TPYObIE YEPTHI JTUIIA
5. nedexT ckanbma, roJonpo33Hiedanus, mpodomm3uc

11. Ilpu cunnpome Ilpanepa-Buiiu BeisiBistoTCA cnenyromue Hapyenus (AE3):
. ATAaKCHsl, CYZIOPOKHbBIE KYKOJIbHBIE JIBUKEHUS, IPUCTYIIBI CMeXa

. MBIIIIEYHASI TUTIOTOHUS, aKPOMUKPHS, O)KUPEHUE

. OpraHoOMerajys, HACeUYKH Ha MOYKE yXa, MaKpOTJIOCCHS

. «JTUII0 A7Tb(ay, TOPOKHU cepAra

. TOITyOBIe CKIIEPHI, apaXHOIAKTHIIHS

O~ wWwN PR

12. JInsa cunapoma KnaitHdenbTepa xapakTepHsl cieayrolue npusHaku (IE3):
. BBICOKHi1 pocT (186 cM U BbIlIe), MakpoLedanus, yBeIndeHHe KOHEYHOCTEH
. TUMQaTHYeCKUe OTEKH ThUIbHBIX MOBEPXHOCTEN KUCTEH U CTOM

. TUTIOTOHAJI3M, THHEKOMACTHsI, OeCIiofue

. ToJIoTpo33HLedanus, paciieanHa ryosl u Heba

. IOJIMTAKTHIINS, TIOJIMKUACTO3 MTOYEK

g~ wWwN -

13. st cuaapoma AHreapbMaHa XapakTepHbl ciaeayromiue npuszHaku (JE3):

1. oOunMe MUTrMEHTHBIX MATEH, X-00pa3Has aedopMalius roJICHeH

2. TuMQaTHIECKUE OTEKH THUIBHBIX TOBEPXHOCTEH KUCTEH U CTOI

3. XJIOMaHbe B JaI0IIH, MUKpoOpaxuliedaus, OonblIas HUKHAS 4YeTIOCTh

4. runepTenopu3M, SIUKAHT, MUKPOTHATHSI, BRICOKOE HE00, MIUH/IAJICBUIHBIN pa3pes IJia3
5. monuxornedanus, GISKCOPHOE MOTOKEHNE KUCTECH

14. JInsa cunapoma «koravbero kpuka» xapakrepssl (JIE 3):

1. HapymIeHue MOBEICHUS, ICUXONATUYECKIE YEPTHI

2. TOPUCTYNBl  1MAHO3a, WHCHUPATOPHBIM  CTPUAOP,  CHEIUPUYECKHI  KpPHUK
HOBOPOXKJICH "HOTO

3. DIUKAHT, MAKPOTIOCCUS

4. nedexT ckanbna, paciieianHa ryosl 1 Heba

5. BbICOKO€ HE00, MUHIaIEBUIHBIN pa3pes3 ri1a3

15. KnuanyeckuMu nposiBIeHUsIMU HellpopudbpomaTosa sistores (JE6):

1. HanMumMe MHOKECTBEHHBIX THUIEPIUTMEHTHBIX IISITEH Ha KOXKE IO THIy «Kode C
MOJIOKOM)

2. YaCTUYHBINA aTbOWHU3M

3. TEJICaHTMOYKTa3UH Ha KOKE M CIM3UCTBIX

4. mpoJarnc MUTPaJIbHOTO KJlarnaHa

5. cebopeiiHas ajeHOMa Ha IIeKax

16. OcHOBHOI L1E€TBI0 MEAUKO-TEHETUUECKOTO KOHCYIbTUpoBanus sBisercs (JE 1):
. IPOBEIEHNE KapUOTUIIUPOBAHUS

. OTIpefieNieHue METOla MHBa3UBHOW MPEHATATFHOW TUATHOCTUKHU

. OTIpeZIeTICHNE PUCKA POXKIEHUS OOJIBHOTO peOeHKa

. BEI0OD 3 hekTHBHOTO criocoda MepUKOHIIENIIMOHHON MPOPUIaKTHKH

. OTIpeJIeJICHUE TPYIIIHI 3JI0pPOBBS peOeHKa

DN AW -

17. B ocHOBy kjaccu(uKanud HACIEACTBEHHBIX OOJE€3HEW, YYHUTHIBAIOIICH UX
TCHETHUYECKYIO MPUPOLY, TIoJ0XkeHbI ocodeHHocTH (JIE 2)

1. reHHBIX MyTaUl

2. XpOMOCOMHBIX MyTalui
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3. KOJIMYECTBEHHBIX U3MEHEHUN XPOMOCOM
4. KIIMHUYECKUX MPOSBICHUI
5. TOYKOBBIX MYTallMil

18. JIys KJIMHUYECKUX MPOsBIIeHUH (QeHMIKeToRypur XapakrepHo (JE 6):
. crienuQuYecKuii 3armax MO41 KIEHOBOTO CHpOIa

. CYAOPOTH, 9K3eMaTO3HbIE U3MEHEHHS KOXKHU

. BPOKICHHBII ITOPOK cepana

. KaTapakra

. MHOJKECTBEHHBIE AehopManny cKenera

DN AW~

3. TexHosiorusi OlEeHMBAHUA O00pPa30BATEJbHBIX JOCTHKEHMH CTYIE€HTOB, OLIEHKA
YPOBHSI ¢cOPMHUPOBAHHOCTH KOMIIeTeHIH (0a/LuIbHO-peTHHIOBas cucrema, BPC)

BPC ouenuBanus y4eOHBIX JOCTIKECHHIA 00YJaIOUIMXCS 3aKII0YaeTcsl B POPMUPOBAHUH
UTOTOBOM PEUTHHIOBON OLIEHKU O0YyYaromuxcs N0 AUCHUIUIMHE «MeIUIMHCKas TeHeTHKay Ha
OCHOBE KyMYJISITUBHOT'O IIPUHIIUIIA.

JucuuiuinHa «MenuiuHcKasi TeHeTUKa» M3ydaercs Ha 3 Kypce Ha NpOTSDKEHUH 1-To
cemectpa (5 cemectp). TexHosnorus oueHuBaHus: npu noinydeHun ot 50 go 69%, uro
COOTBETCTBYET OILICHKE «YyJOBJIIETBOPUTEIBHO», CTyAeHTy Hauuciserca 20 Oamio, 70 — 84%
(ouenka «xopotio») — 30 6amios u 85 — 100% (ouenka «otaudHo») — 40 Gaios.

OnenuBaemMble  BHUIbl y4yeOHOH paboThl oOyuarouierocs Mo MO JUCLHUIUIMHE

IIpe/ICTaBJIeH B TaOJIULIE.
OuenuBaembie BHAbI y4eOHOI padoThI 10 JUCHHUIIMHE
«MennumuHcKasi reHeTHKA»

OneHuBaemble  BUIbI yueOHOH Cemectp
paboTHI CTyIeHTa B CEMECTpe \Y
/m
I IpakTnueckoe ayJIMTOPHOE 38
3aHITHE(KOJIMYECTBO):
UTeknu(KOJINIeCTBOICKITHT) 14

4. [loxa3aTeu U KPUTEPUH OLIEHKH

AJITOPUTM Ompe/e/ieHHs] UTOTOBOI0 PeTHHIA CTY/IeHTA M0 Y4eOHOi JMCIUIIMHe
«MeauuHMHCKasA TeHEeTHKa)

1. UtoroBelil peTHHr CTyJEHTa MO Y4eOHOH AMCLUUIUIMHE ONpENeNsieTcs B pe3ysibTaTe
CYMMHUPOBaHMsI PEUTHUHIOBBIX OaJlJIOB, HaOpaHHBIX CTYJEHTOM B TEUYEHUE ceMecTpa U OaJlIoB,
MOJIyY€HHBIX CTYAEHTOM II0 pEe3yJbTaTaM IIPOMEXYTOYHOI'O KOHTPOJISL.

2. Jlns mepeBojila UTOrOBOTO PEMTHMHIa CTyJEHTa MO TUCHUIUIMHE B aTTECTAllMOHHYIO
OLICHKY BBOAMTCS CIEAYIOIAs IIKaJIa:

ATTecTalioHHasl OIICHKA CTYICHTA WTOroBBIi pEUTHHT CTY/ICHTA 110
[0 TUCLIUIUINHE JTUCITUIUTNHE, PEHTHHTOBBIC OB
«He 3auteno» 0-59
«3a4TeHo» 60 — 100

5. CBejieHHUs 0 e/KeroIHOM IepecMoTpe M 00HOBJIeHUM ()OH/Ia OLIEHOYHBIX CPeICTB

Hara Ne BHeceHHble M3MEeHeHU, JTU00 HHPOpMaua 00
NMPOTOK0JA OTCYTCTBHHM HEOOXOAUMOCTH U3MEHEHU
3acelaHus

19



6. Odopmiienne, pasmemienue, xpaneaue ®OC

OnekrponHas Bepcus @OC pas3melieHa Ha caiiTe 00pa30BaTEILHOTO MTOPTAa YHUBEPCUTETA
Ha CTpaHUIle TUCIUIUIMHBL. ByMaxkHas Bepcus paboueii mporpaMMbl TUCHUTIINHBI (C PEKBU3UTAMH,
NpolInTasi) MpeAcTaBlieHa Ha Kadeape B cocTaBe Y4eOHO-METOJUYECKOrO0 KOMILUIEKCa I10
JTUCLHUTLIINHE
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