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TEMA: MeauuuHCKAsi TeHeTHKA. AHOMAJIUM PA3BUTHS YeJTHOCTHO-JIHIIEBOTO
anmapara



MecTto npoBeeHus 3aHATH: Kadenapa HEpBHBIX Oosie3Hel

KoHTHHTeHT 00y4aromuxcs — CTyJIeHTHI 4 Kypca JedeOHoro dakyabrera
OcHaleHue 3aHATHUS:

Tabmuis!

Cxembl

dortorpaduu

MynbsTumMenuitHas npe3eHTanus

CutyanmoHHbIC 3a/1a41

Taxke MPOBOAUTCS KIMHUYECKHI OCMOTP OOJBHBIX 110 TEME 3aHATHUS.
[Ipoao/EKNTEILHOCTH H3yYeHHUsI TeMbI —9 4acoB

HpOIlOJDKI/ITeJIbHOCTb 3aHATHA — 6 JacoB

AKTYaJIbHOCTb TeMbl. 3HaHHE TeMbl HEOOXOAMMO JUIsl YCBOGHHS IPYyTHX TeM Kypca
HEBPOJIOTMM (HACJIE[CTBEHHbIE 3a00JIEBaHUS TOJIOBHOTO M CIMHHOTO MO3ra), XUPYpruu u
TepanuH.

YuyeOHAS b 3aHATHA:

N3yunth Kiaccu(UKAIMIO HACIIEACTBEHHBIX 3a00JI€BaHUH YeIOBEKa

HayuuTbcst pa3buparbcs B TUIIAX HAclEI0BaHHUS.

HayuuThcst onuchIBaTh KIIMHUYECKYIO KapTHHY HanOoJee pacipoCTpaHeHHbBIX
MOHOTEHHBIX 3200J1€BaHUI.

N3y4nTh TeHeTHKY U KIIMHUYECKYIO XapaKTepUCTUKY HauboJee pacrpoCcTpaHEHHBIX
XPOMOCOMHBIX CHHJIPOMOB.

HayuuTcs Ha3pIBaTh reHETUYECKUE U CPeAOBbIe (PaKTOPBI pUCKA Pa3BUTHS
MYJIbTH(AKTOPHUATIBHBIX 32001€BaHUM.

N3yunTh NOHATHE KJIACCU(PUKALNIO U MPU3HAKH BPOXKJICHHBIX aHOMAJIUI pa3BUTHS

Hayuurcs pacnio3HaBare Haunbosiee 4acTble BpOXKCHHbIE aHOMAIUH Pa3BUTHUS YEIIOCTHO-
JIMIIEBOTO anmapara

N3y4nTh KIMHUKO-TEHEAJIOTHYEeCKUI METOl M HAyYUTCS COCTABIISATH POIOCIOBHYIO CEMbU

HayunTtbcs naBaTh XapakT€pUCTUKY OCHOBHBIM METO/IaM AMATHOCTUKH HACIIEICTBEHHOM
NaTOJIOTUU (KJIMHUKO-T€HEaT0rHueCKUi, OMOXMMHUYECKHM, MOJIEKYIPHO-TEHETUUECKUH,
OJIM3HELOBBIN, MOMYJIALMOHHO-CTaTUCTHUECKU).

Hayuutbcst Ha3pIBaTh OCHOBHBIE 3a/1a4l MEAMKO-TEHETHYECKOTO0 KOHCYJIBTUPOBAHUS U
ONpEACIATh TOKa3aHMs K HEMY

HayuuTtbcs Ha3bIBaTh BUJIbI TEHETUUECKOTO CKPUHUHTA U MPEHATAIbHON THAarHOCTUKH.

PassuBaromas neib. Pa3BuTre akTHBHOIO OCO3HAHHOI'O MCITOJIB30BAHUS TEOPETUUYECKUX
3HaHUH MEIUIMHCKOW TeHEeTUKHW  JUId KIMHUYECKOW  JIMarHOCTUKM M MPO(UIAKTUKU
XPOMOCOMHBIX, MOHOTE€HHBIX, MYJbTH(PAKTOPHAILHBIX U BPOXKJIEHHBIX O0JIE3HEH .

BocnurarenbHasi nesab. Bocnuranne oTBETCTBEHHOCTH M KOMIIETEHTHOCTH, CHOCOOHOCTH
U TOTOBHOCTHM K JIOTMYECKOMY U apryMEHTHPOBAaHHOMY aHalu3y, MyOJIMYHOM peun,
(opMHUpOBaHUE HABBIKOB BEJICHUS JUCKYCCHH, COBEPIICHCTBOBAHUIO CBOUX 3HAHUN M YMEHUH.

OCHOBHBIE BOITPOCBHI, OBCYXJIAEMBIE HA 3AHATUU



1. Tumnel Hacie10OBaHKUsI MOHOTEHHBIX OOJIE3HEH.

2. Knaccudukanus MOHOTEHHBIX 3a00JIeBaHMW IO TUIY HACIEJOBAaHUS; 1O 3THOJOTUHU; TIO
OpPraHHOMY U CUCTEMHOMY THILY; IO BUJly HapyILIEHUsI OOMEHa BEUIECTB.

3. MoHoreHHbIe 00JIe3HN COSAMHUTENILHON TKaHH U cKeleTa. KimmHndeckre nposiBICHUS

4. OTHOJNOTHS ¥ TIATOTEHE3 XPOMOCOMHBIX CHHIPOMOB: YHCIIOBBIE W CTPYKTYPHBIC
u3MeHenus1. Kiaccudukanus XpoMOCOMHBIX OOJIE3HEH.

5. KnuHuueckasl TeHETHKa YacTO BCTPEYAIOIIUXCS XPOMOCOMHBIX CHHIPOMOB: CHHAPOM
Hayna, Tepnepa, Knaitudensrepa.

6. Omnpenenenue u Kiaccuukaius MyabTH(HAKTOPHATBHBIX 3a00JICBaHUM.

7. BpoxxnenHnole aHoManuu pa3BuTHs. Kiaccudukanuss W 3THOJIOTHS BPOXKICHHBIX ITOPOKOB
Pa3BUTHSL YEIIOCTHO-JIMLEBOM 00JIacTH.

8. T'eneamornueckuii MeETOJ B KIMHHYECKOM MedguinHe. MeToanka COCTaBICHUS
POAOCIOBHOM.

9. bran3HenoBeIM METOI B MEIHITMHCKOM I'eHETHKE

10. [{uroreHeTuyeCcKMEe METOAbl TUATHOCTUKM XPOMOCOMHBIX MyTauuil. MeToapl mpoCcTol 1
g depeHInaIbHONR OKpacku XpoMocoM. DI00peCIeHTHOE OKPALTBAHHUE.

11. [Ipsimas [IHK nuarnHoctuka reHHbIX MyTanui

12. [TonynsAMOHHBIN CKPUHUHT TEHETHUYECKOM MaTojorud. CKPUHUHT HOBOPOXKJICHHBIX.
WCCJIEJIOBAaHNE KPOBH ISl BBISIBIICHUS (PEHUIIKETOHYPHH.

13. [IpenaranbpHas TMArHOCTUKA FT€HETUYECKOM MATOJIOrUHU. JIMarHOCTUYECKUE NHBA3UBHBIE

TECTbl: AMHMOLICHTE3; OHOICUS BOPCHMH XOpHOHA. MeToasl BU3yalu3alMM  IJI0AA:
buoxumMunueckne mMapkepbl COCTOSIHUS IUIOA.
14. Menuko-reHeTn4deckoe KOHCYIbTHpoBaHue. 3anauu. [loka3anus as HanpaBiIeHHUs.

3AJJAHUE JIUTA CAMOITOATI'OTOBKMN.
1. U3zyuuts Temy «MenuuuHcKas reHeTHKa. AHOMAJIUU pa3BUTHS YEIIFOCTHO-TULIEBOTO
anmnapara 1» o peKOMEH1yeMO JTuTeparype, MarepuagaM JeKIHH.

Pexomenayemasi aureparypa:

YacrtHas HeBposorus : Yuebnuk / M. M. Onunak; Onnaak Mupocias Muxainosud. - CI16. : Jlans, 2002. -
448 c. : wi. TB. - (Mup meaunuus). - ISBN 5-8114-0413-1.
616.8 - 4-253

Tpowmmun, B. 1.

Hepsubie 6one3nn (mpodunakruka u euenue) : yaeouuk / B. JI. Tpomnn; Tpoumu Brnagumup IMutpresud ;
Hwxeropomackas rocynapcTBeHHast MeaunuHcKas akagemus. - H. Hosropon : HIMA, 2004. - Texkcr :
3JIEKTPOHHBIN.

Bapkep, P.

Harnsinnas veBponorus : Yue6noe nocodue / P. bapkep, C. bapasu, M. JI. Hun; bapkep P. ; bapasu C. ; Hun
M. JI. - M. : 'DOTAP-Menua, 2005. - 136 c. : msr. - (Ox3ameH Ha omnyHO). - ISBN 5-9704001-7-3. 616.8 - 5-
25

I'ycros, A. B.

CHHIPOMBI HAPYIICHUH BBICIINX ICUXMUYSCKUX (DYHKIUI B HEBPOJIOTHUECKOM MPAKTUKE : yueOHOE mocodue /
A. B. I'ycros, E. B. I'y3anosa, T. B. MensHukoBa; I'yctoB, Anekcannp BacunseBud ; MensHuKkoBa, T. B. ;
I'yzanosa, E. B. - H. Hoeropox : HTMA, 2005. - 154 c. - ISBN 5703205700.

JAuabeTuyeckasi HelipoNmaTus: KJIMHUYECKUE MPOSIBJIEHUS, BOMPOCHI THATHOCTHKH M NMATOTeHEeTHYeCKOM
Tepanuu : yueOHO- MeToandeckoe nocoowue / I. H. Bapapuna, O. B. 3ano3una, I I1. Pynos, JI. C.




Cuerupesa; 3ano3una, O. B. ; Bapsapuna I. H. ; Pynos I'. I1. ; Cuerupesa JI. C. - H. Hosropox : HTMA, 2006.
- 60 c. : un. mar. - ISBN 5-7032-6308-X.616.37 - /]-44

Tpoumun, B. /1.

Heotnoxnas HeBpoI0OTHS : PYKOBOJACTBO JUIsl Bpaueil U CTyACHTOB MeIUIWHCKIX By30B / B. JI. TpomuH;
Tpomun, B. 1. - 2-¢ uzn., nepepad. u mom. - M. : Meauiuackoe nHbopMannoHHoe areHTcTBo, 2006. - 592 ¢. :
M. - (YueOHas nuteparypa Juisd Bpadel U CTYACHTOB MEJUIMHCKUX HHCTUTYTOB). - ISBN 5-89481-353-0.
616.8 - 7-766

616.8 - H-54

I'ycros, A. B.

Hcropus Oone3Hn HEBPOIOTUIECKOTO OOIFHOTO : MeToquIeckue pekomernanun / A. B. I'yctos, B. H.
I'puropreBa, C. B. Komummackas; Hikeropoackas rocynqapcTBeHHas MEAUIIMHCKas akaaemus ; ['ycros A. B. ;
I'puropresa, B. H. ; Konummnckas C. B. - H. Hosropox : HTMA, 2007. - 64 c. : mar. - ISBN 978-5-9783001-
0-9.

616.8 - 7-967

I'puropnesa, B. H.

JmarnocTrka IeMHYeCKOTo HHCYIIbTA : yueOHoe mocobue / B. H. I'puropsera, E. B. ['y3anosa, E. M.
3axapoBa; ['puropreBa Bepa HaymosHa ; ['yzanosa Enena BnagumuposHa ; 3axaposa Enena Muxaiinosna. - H.
Hogropon : U3a-so HuxI'MA, 2008. - TekcT : 371eKTpOHHBIN.

AHTHnEeHKO, E. A.

JuctupkynsTopHas sHIe]anonaTus: maToreHes, KIMHUKA, JeueHue ;| yaeOHoe nocooue / E. A. AHTUTICHKO, A.
B. I'ycroB; Hmkeroposckas rocyapcTBeHHasl MEAUIIMHCKAs akageMus ; AHTarenko Enena Ans0epToBHa |
I'ycroB Anekcanap Bacunbesuu. - 3-e u3n. - H. Hoeropon : HTMA, 2011. - 36 c. : . msr. - ISBN 978-5-
9783006-7-3.616.8 - 4-721

Mo:xaes, C.B.

Heiipoxupyprus : yueonuk / C.B. Moxaes, A.A. Crkopomer, T.A. Crkopomerr; Moxaes C.B. ; Ckopomer A.A. ;
Cropomer T.A. - Mocksa : [D0OTAP-Menua, 2009. - 480 c. - ISBN ISBN 978-5-9704-0922-0. - Texkcr :
snekrponnsiid. - URL: https://www.studentlibrary.ru/book/ISBN9785970409220.html (1ata obpamieHust:
11.05.2021). - Pexxum rocTyna: 1o moJIucKe.

I'ycros, A. B.

AxryanbHbie HelipouHdeknuu : yuebHoe nocodue / A. B. I'yctoB, A. A. CmupHOB; ['ycToB Anekcanip
Bacunbesnu ; CMupHOB AJiekcauap ApceHbeBrud ; Hiwkeroposckas rocyapcTBeHHAsI MEIUIIMHCKAS aKaIeMuUsl.
- 2-e w3, aon. u ucnp. - H. Hoeropox : HTMA, 2011. - TekcT : 31eKTpOHHBIH.

AHaToMusI IPOBOASIIIMX MyTeil HEPBHOM cucTeMbl : yuyeOHO-MeToauyeckoe mocodue / B. H. ['puropnesa, A.
A. KypHauxkosa, JI. I. Huxonosa [u ap.]; CrenpaukoBa, Upuna I'ennangseBHa ; Camapun, M. IO. ; I'puropsesa,
B. H. ; Kypuukosa, A. A. ; Hukonosa, JI. I'. ; Hukeropoackast rocyaapcTBeHHas MeIUIUMHCKas akageMus. - H.
Hogropon : M3a-Bo HmxI'MA, 2011. - TeKCT : 3IeKTPOHHBIH.

Jist siyqiero ycBoeHusi 0a30BbIX 3HAHUN PEKOMEHAYIOTCS:

BA3OBBIE BOITPOCBHI C OTBETAMM 110 TEME «MOHOI'EHHBIE
3ABOJIEBAHUSA. MEJIUKO-TEHETHYECKOE KOHCYJIbTUPOBAHMUE.
MPOPUTAKTUKA HACJEJCTBEHHOM ITATOJIOT UN»

BOITPOC No pas. [IpaBuiabHEL (BIe) OTBET (BI)
OTBCTOB



https://www.studentlibrary.ru/book/ISBN9785970409220.html
https://www.studentlibrary.ru/book/ISBN9785970409220.html

[lepeuncnure ypoBHU
OpraHu3aluH HACIEACTBEHHOTO
(reHeTHYEeCKOr0) MaTepuaia

1) monexkynsipuabiid ypoBeHb (Monekyiabsl JJHK u PHK);
2) XpOMOCOMHBIN (XpPOMaTHHOBBIN) YPOBEHb);
3) MonyJasIMOHHBIN YPOBEHbD.

[Iepeuncaure OCHOBHBIE
CBOICTBA reHa

1) AnnenbHOE COCTOSTHUE
2) lo3upoBaHHOCTH
3)CrermdpuunocTb

UTo moHMMAaroT oJ «aJlJICIsAMu»

Annenn — 3To AJIbTCPHATUBHBIC BapHAHTEI
OIMPCACIICHHOI'O I'€Ha, JTOKAJIM30BAHHBIC B OIHOM H TOT
PKE JIOKYCE T'OMOJIOTMYHBIX XpPOMOCOM H
OIPCACIIAIONNE BO3MOKHOCTD PAa3BUTUA PA3HBIX
BAPUAHTOB OAHOI'O M TOT'O K€ IIPH3HAKA.

UTo Takoe «TOMUHAHTHBIN I'€H)

J{OMUHAHTHBIN I'€H - TAKOW W3 JABYX aJUICIbHBIX I'€HOB,
(DYHKIIMOHAJTFHOE COCTOSTHUE KOTOPOTO HE 3aBUCHUT OT
COCTOSIHHSI JIPYTOro ajienbHoro reHa. [Ipu stom
HAOJI0IAETCS TTOJTHOE MPOSIBIICHUE KOHTPOJIUPYEMOTO
TOMHHAHTHBIM T€HOM IPU3HAKA U caM IIPU3HAK
Ha3bIBAETCS TOMUHAHTHBIM

HUTo Takoe «perecCuBHBIN FeH»

PelieccUBHBIN I'€H - OJUH U3 JIByX aJUICJIbHBIX I€HOB,

(DYHKIIMOHAJTFHOE COCTOSTHUE KOTOPOTO 3aBUCHUT OT

COCTOSIHUSI IPYTOro aJlIeJIbHOTO I'eHa..

KoHTponupyeMblid 3STUM I'€HOM MTPU3HAK HA3bIBACTCS
€LECCUBHBIM.

Uto Takoe «IOKCIIPECCUBHOCTH»

DKCIIPECCUBHOCTH - ITO CTCTICHb BHIPAXKEHHOCTH OJTHOTO
M TOTO € BapbUPYIOIIETO MPU3HAKA Y PA3HBIX JIUII,
MMEIOIIMX KOHTPOJIUPYIOIUI 3TOT IPU3HAK I'€H
(cTereHb BBIPaXEHHOCTHU JACHCTBUSI TeHa Y OTACNbHOM
ocoln).

Uto Takoe KMECHETPAHTHOCTBH»

[TeHeTpaHTHOCTH - 3TO YacTOTa (BEPOSTHOCTD )
MPOSIBJIICHUSI MIPU3HAKA Y PAa3HBIX JIMI], UMEIOIINX
KOHTPOJUPYIOLIUNA 3TOT MPU3HAK TEH.

[lepeuncnuTe BapruaHThl TEHHBIX
MyTaLui

1. 3amernienue ofHOM Mapbl a30TUCTHIX OCHOBAHUI
npyroil (MUCCEHC—MYTAalMsl 1 HOHCEHC-MYTaIus )
2. Beinagenue (aenerus)

3. BcTaBka o/1HOM MIJIM HECKOJIBKUX Tap a30THCTHIX
OCHOBAHUM.

4. yruiakanusi, yaBOeHHe LeJIOro reHa

5. DKcniaHCcusl TOBTOPOB

Hepe‘lI/ICJ'H/ITe THUIIBI
MOHOI'CHHOI'O HaCJICAOBaHHA.

1) AyTOCOMHO-TOMUHAHTHBIN THIT

2) AYyTOCOMHO-PELIECCUBHBIN THIT

3) X-clenjaeHHbI TOMUHAHTHBIN TUIT
4) X-cleryIeHHbIH pelleCCUBHBINA THIT
5) Y-CIeTUIEHHBIH THIT

HazoBute kinaccuduxanuo
MOHOTEHHBIX 3a00JI€BaHUH 110
DTHUOJOI'NN

1) Gone3HU C YCTaHOBJIEHHBIM TIEPBUYHBIM
MOJICKYJISAPHBIM (OMOXUMHUYECKUM) E€PEKTOM.
2)0051€3HU C HEYCTAHOBJICHHBIM TIEPBUYHBIM

MOJICKYJISIPHBIM (OMOXUMHUYECKUM) TePEKTOM.




HazoBute Kiaccudukammio
MOHOTEHHBIX 3a00J€BaHUI 10
OpraHHOMY U CUCTEMHOMY THITY

1) HEepBHOI CHUCTEMBI

2) cepAeuHO-COCYIUCTON CUCTEMBI
3) opraHoB AbIXaHUS

4) JKenyI04HO-KHUIIIEYHOTO TPAKTa:
S) COeIMHUTEIIbHON TKaHHU U CKeJleTa
6) KOXXU U €€ NPUJaTKOB

7) TTIOYEK ¥ MOYCBBIBOJISAINX ITYTCH:
8) SHIOKPUHHBIX OPTraHOB:

0) opraHoB 3peHus, ciyxa,
10)nonoBo#t cdepbl

HazoBute kiaccudukammio
MOHOTE€HHEBIX 3a00JIEBaHUI 10
BUIy HApYIICHUsT OOMEHA
BEILIECTB.

1) 6Gone3H aMUHOKHCIIOT

2) O0Ne3HU yTIIEBOIOB

3) OoJIe3HU JIUITHJIOB

4) 60n€e3H1 IypUHOB U MUPUMUIUHOB

S) 6one3HM OMOCHHTE3a KOPTUKOCTEPOUIOB:

6) 6011e3HU TOPPUPUHOBOTO U OHITUPYOHHOBOTO
oOMeHa:

7) 60JIe3HU METAIOB:

8) 6oJIe3HM SpUTPOHA:

9) 60e3HU JIMM(OITUTOB U JICUKOIIUTOB:

10) Gosie3HH TPAHCIIOPTA CUCTEM TTOYEK

11) 6one3nu ¢ apyrumu "oOMeHHBIMU'" HApyLIEHUSIMU
(MYKOBHCITH/I03 U JIp.)

Kakoit Onoxumudeckuii nedext
MIEKUT B OCHOBE
(eHUIKETOHYpUH?

—

B ocHOBe -IepUIHT IEYeHOUHOTO (hepMEeHTa
(beHMITaTaHUH THIPOKCUIIA3kl , KaTaTM3UPYOIIeH
MpeBpaleHe aMUHOKHUCIIOTH! (peHUITaJIaHMHA Ha
TUpo3uH. B pe3ynbrare (eHunanaHuH He
pacIIerIseTcsl, a HAKaIUIMBAeTCs U MTPEBPAILACTCS B
(heHMIMUPOBUHOTPATHYIO KUCIIOTY, KOTOpas,
0OHapyKHBaeTcs B MOYE.

[lepeunciure KIMHUYECKUE
MPOSIBJICHUS PEHUIIKETOHYPHUH.

14

1.HeBponoruyeckue u NCUXUYECKUE pacCTPOMCTBA
2.YMCTBEHHasi OTCTaJIO0CTh

3.I1oBbIlIeHHAs BO3OYAMMOCTh B JETCTBE
4.Criennduaeckast moxoaka

S.Crnenuduueckas ocaHka ¥ 1Mo3a MpH CUICHUH
6.HeoObruHOE MOI0KEHNE KOHEYHOCTEN U
CTEPEOTHUITHBIE ABUKECHUS

711oBBINIIEHNE CYXOKUIBHBIX PEIICKCOB
8Cynoporu

9.Mukpouedanus

10. 3meHeHus1 KOKHU, CyXOCThb, K3eMa
11..I'umormMrMeHTaIAs BOIOC M KOXKH

12 .Cemible pagy Ku, KaTapakTa
13.Crneunduuecknii MBIIIMHBINA 3aMax Tena

14. PBoTa B nepuosie HOBOPOXKAEHHOCTH

HasoBute nepBUYHBIN
OMOXUMHUYECKUH 1e(heKT Mpu
raJaKTO3eMUHU

OTtcyTcTBUE (hepmenTa ranakTo3o-1-docdar-
ypuguitpancepassl, 4T0O BeJIeT K HAKOTJICHHIO B

OpPraHMu3ME TaJIaKTO3bI M IPOAYKTOB €€ MeTaboan3Ma




Hepe‘{I/ICHI/ITe KIMHUYECCKUEC
[MPOABJICHUA I'AJIAKTO3CMHU U

1. ’)KenTyxa HOBOPOXKAEHHBIX

2. PBota, nucrencus

3. I'emarocruieHOMeranus
4.00e3BOKIBAHHE

S.Apednexcus

6. Hapyiuienue pa3BuTusi Mo3ra u 3ajiep:kka
[ICUXOMOTOPHOTO

7. Karapakra.

Ha xakue aBe OOJIBIITNE TPYIIIIBI
MOPA3ACISAIOT HACIEICTBEHHBIC
nedeKThl 0OMEHa JIUITHJIOB

N

1. Hapymienust oOMeHa JIMUI0B KPOBH
(TUMepANIONPOTEUAEMHUH U TUIIOJUIIONPOTEHIEMUH )
2. ChUHrOIMIH 103561

[lepeuncnure obuMe
KJIMHUYECKUE MTPU3HAKU
C(OUHTOHUITHI030B

1. IIporpeccupyromye ABUraTelbHble HapyLICHUS
(CIaCTUYECKUMA Iapaind)

2. KorHuTtuBHOE CHUKEHUE

3. [opaxeHus mapeHXWMATO3HBIX OPraHoOB (IICUEHb,
CEJIE3EHKA, II0YKH)

4. ITopaxkeHue KoXu

5. ITopaxxeHue ceryaroii 000JIOUKH I71a3a ¢ MOTepei
3peHust (0OBIYHO C IIEHTPATbHON JAereHepareit
CeTYaTKH U arpodueil 3puTesIbHOTO HEPBa)

JlaliTe onpeneneHue
3a00JIEBaHUIO0 «MYKOBHUCIH103)»

Hacnenyemoe 1o ayTOCOMHO-PELIECCUBHOMY THUILY
CUCTEMHOE 3a00JIeBaHHEe, XapaKTepU3yIoleecs
CHUCTEMHBIM IOPaKEHUEM 3K30KPHHHBIX JKEJIE3
(OpOHXUMANbHBIX, TOTOBBIX, CJIE3HbIX, CIIIOHHbIX,
YIIHBIX) C BBIJEJICHUEM CEKpeTa IOBBILIEHHOM
BA3KOCTH U MPOSIBIIAIONIEECS TSHKEIbIMU
paccTpoicTBaMu (yHKLUI OPraHOB JAbIXaHUS,
PKEJTyJOYHO-KUIIIEYHOTO TPAKTa U Psiia JPYTUX OPraHoB
U CUCTEM.

[lepeuncnuTe CUMITOMBI
MYKOBHCII103a Yy JETEN MEPBOTO
roa >KM3HU

10

1. PeunauBupyrOmuMid UM NOCTOSHHBIN Kallelb
(ompImika)

2. PermunuBupyromas MTHEBMOHUS

3. OTcTaBaHue B PU3NYECKOM Pa3BUTUU

4. HeodopmiteHHBI OOUITBHBIN MaCISTHUCTBIN U
3JIOBOHHBIN CTYII

5. XpoHuueckas auapes

6. Beimmajienre npsMoii KAIITKA

7. 3arsKHast HEOHATalIbHAs JKENITyXa
8.ConénbIil BKyC KOXKHU

9. XpoHndeckas TMIOHAaTPUEMHUSI U THITOXJIOPEMHUS
10. 'mnonporenHemust (OTEKH)

[Tepeuncnure Hanbonee
[pacIpOCTPAHEHHBIE MOHOTEHHBIE
0O0JIe3HN COCAMHUTEIBHON TKAHU
¥V CKeJleTa.
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Cunapom Mapdana
AXOHJIIPOILIA3Hs
[IceBnoaxonapomninazus
BpoxxaeHHas K0CoJIanocTh
Myxoronurcaxapuao3bl
MyKOJIMIUAO03bI
HecoBepiieHHbI 0cTeoreHes
CrHoHIUIIONUCINIA3UA

IMHOKeCTBEHHAas 3n1/1q)1/13apHa;1 JUCIIIa3suA




Cunapom Dnepca — Jlaninoca

[lepeurcnuTe OCHOBHBIE IpyIIIb 4 1. I3meHeHus ckenera (apaXxHOAAKTUIINS,
KIIMHUYECKUX MTPU3HAKOB NTOJIMXOCTEHOMEHST; BEICOKHM POCT, JUIMHHBIE
cuHapoma Mapdana KOHEYHOCTH ; AeopMarivsi TO3BOHOYHHKA U MepeIHeH

CTCHKH TPYIHOM KJIETKH ; TUIIEPMOOMIBHOCTh CYCTaBOB;
TUIOCKAs CTOIA; BEICOKOE apKOBUIHOE HEOO;
HEeZI0pa3BUTHE BEPTIIY>KHON BIAJUHbI)

2. [latonorus oprana 3peHusi( BBIBUX XPYCTaJINKa;
MUOTHS; OTCJIONKA CeTUaTKU; OObIlIas POroBUIIA;
YBEJIMYEHHAs OCh TJIA3HOTO S10JI0KA; YIIJIOUICHUE
[POTOBHIIBI)

3. [Topaxkenue cepaia 1 cocyoB (aopTanbHas
[pErypruTanus; aHeBpu3Ma BOCXOAIICH YaCTH a0pThI;
[pacciiO€HUE a0pThl; MUTpAJIbHAasl perypruTanus;
[poJIarnc MUTPAILHOTO KIIaraHa)

4. TlopaxeHus: OpOHXO0-JIETOYHON CUCTEMBI
(CTIOHTaHHBIN THEBMOTOPAKC, SM(pH3emMa Jerkux,
MH(APKT JIETKOTO)

JlaiiTe onpezeieHue 1 BpoxieHHbIE IaTOJIOTUYECKHUE COCTOSIHUSA,
XPOMOCOMHBIM CHHIpPOMaM HPOSIBIIAIOLIMECS AaHOMAJIUSMU PAa3BUTHUS U
00yCJIOBJIEHHBIX HApYIIEHUSMU 4HKCIa WU
CTPYKTYPbI XpPOMOCOM B COMAaTHYECKUX KJIETKaX
(ayTOCOMHBIE CUHPOMBI) WJIM MOJIOBBIX KJIETKAX
(rOHOCOMHBIE CHH/IPOMBI

[lepeuncnure OCHOBHEIE 1. TenomubIe MyTanuu (TIOJUTUIONINH; TIOJIMCOMUM;
KJIaCChl XPOMOCOMHBIX MOHOCOMHUH )
MyTalun 2 XpoMoCOMHBIE abeppamun (XpOMOCOMHOTOTHIIA;
XPOMaTHTHOTOTHIIA)
[TepeuncnuTe OCHOBHbIE BU/IbI 6 2. Jlenenun
BHYTPHUXPOMOCOMHBIX 3. Tpaucnokanuu
epecTpoeK 4. NuBepcuu
5. dymukaruu
6. 30XxpoMOCOMBI
7. KonbiieBbIe XpOMOCOMBI
Hazosure Hanbomee 11 1. Cunnpom [layna
pacpocTpaHeHHbIE 2. Cunnpowm Ilaray
XPOMOCOMHBIE 00JIE3HU 3. Cunapom DnBapca
4. Tpucomus 8
5. Cunzapom Tpumio-X
6. Cuaapom KnaitHdenrtepa
7. CUHAPOM TUCOMHUH MO Y-XpOMOCOME
8. Cunmpowm Illlepmenckoro-Teprepa
9. CuHAPOM «KOILIaYbEeTO KPUKA»

10.  Cuuapom Bomsga-XupmxopHa
11.Cunnpom 9p+

[Tepeuncnure mpu3HaKU 10 1. ymomenue npoduts muna (90%);
HauOosee BaKHbIC IS 2. oTcyTCTBHE cocaTenbHOro pediekca (85%);
IMOCTAaHOBKHU JUarHo3a 3. MprmeyHas runotonus (80%);

cunapoma JlayHa 4. moHronouHeIA paszpes a3z (80%);




5. u30bITOK KOXxH Ha 11ee (80%);

6. pa3zbontaHHOCTh cycTaBoB (80%);

7. nucrnactuuHblil Ta3 (70%);

8. mucrmacTuyHble (IeGOpPMUPOBAHHBIC) YIITHBIE
pakoBuHbI (60%);

9. ximHOAaKTHIMA Mu3HHIA (60%);

10. yeTbIpéxmanbpiieBasl CruOaTesbHas CKIIAIKa
(monepeunast iuHusl) Ha JaaoHu (45%).

Ha3oBute ocHOBHBIE
KIIMHUYCCKUEC HAIIPABJICHUA
nipu cunapome llepiieBckoro-
TepHepa

I. runoronaan3M, HeAOPa3BUTHE MOJIOBBIX OPraHOB U
BTOPUYHBIX IIOJIOBBIX IIPU3HAKOB;

2. BpOK/IEHHBIE TOPOKH Pa3BUTHS;

3. HU3KHUH POCT.

JaiiTe onpenenenue
MYJIBTU(AKTOPHATBHBIX
3a00JIeBaHUH

Bonpimass ¥  HO30J0TMYECKH pa3HOOOpasHas TIpymmna
0Ooe3HEH,

pa3BUTHE KOTOPBIX  OMpeneNnsieTcd  B3auMOACHCTBUEM
omnpeneNéHHBIX HACIEACTBEHHBIX (aKTOpOB (MyTalMid HIIH
COUYETaHWH HOPMAIBHBIX aJiieled pa3HBIX TEHOB) U
(haKTOPOB CPE/IBI.

VYcnoBHOE noapa3aeneHue Ha
OCHOBHBIE TPYIIIIBI
MYJIBTU(AKTOPHATBHBIX
0oJie3Hell ¢ HacjeACTBEHHOM
MPEAPACTIONIOKEHHOCTHIO

1. Bpox1€HHBIE IOPOKU Pa3BUTHUS;

2. pacnpocCTpaHEHHBIC ICUXMYECKHE U HEPBHbBIC
0oJIe3HY;

3. pacrpocTpaH€HHbIe 00JIE3HU CPEAHErO BO3pacTa.

[epeuncnure XapaKTepHbIE
HpI/I?;HaKI/I ITOJIUTCHHOI'O
HACJIEI0BaHUS IS
MYJIBTU(AKTOPHATHHBIX
OoJsie3Hel ¢ HACIEICTBEHHOIH
MPEAPACTIONOKEHHOCTHIO

1.Yem pexxe BcTpeuaeTcst 60J1€3Hb B MOMYJIALUH, TEM
BBIIIIE PUCK JUTSI POACTBEHHHUKOB MPOOAHIa i TEM
OoJiblIIe pa3HULIA B BEJIMUMHE PUCKA MEXKTY
poncteeHHukamu I u I u I u I ctenenun poacrsa.
2.Uem cunbHee BeIpakeHa 00e3Hb y TpobaHaa, TeM
BBIIIIE PUCK 3200JI€BaHUS JJIS1 €TO POJIICTBEHHUKOB.
3.Puck 11 pocTBEHHUKOB ITpoOaHa Oy/ieT BhILe,
€CJIM UMEETCS APYTror OOTbHON KPOBHBIM
PO/ICTBEHHUK.

4.B cny4ae pa3HHIIBI B 9acTOTE OOJIE3HU T10 TTOITy PHCK
JUIS POJICTBEHHUKOB Oy/IeT BBILIE, €CIIH MPOOAH]
OTHOCHTCSI K MEHEE TIOPAKAeMOMY TIOIY.

JaitTe onpezenenue
BPOXICHHBIM HAPYIICHUAM
(aHOMaNMsIM) pa3BUTHUS

Jlro6as pyHKIMOHANTBHAS UM CTPYKTYpHASI aHOMAITHS,
KOTOpasi €CTh Y HOBOPOXKAEHHOT'O UJTU TOSBIISETCS
MO3Ke, AaHOMAaJINs, BbI3BaHHAs JTINOO YHACIIEIOBAaHHBIM
COCTOSTHHEM, JTNOO CPEZOBBIM COOBITHEM,
IIPEIIECTBYIOLUIMM POXKICHHUIO.

UYem BpOXKACHHBIN TOPOK
pa3BUTHS OTJIMYAETCS OT
MaJIOM BpOKJACHHON aHOMaJIuu
pasBuTH?

Bpoxaennslit mopok pa3BuTus (60bIIas aHOMaTH
pasBUTH, B OTIMYUE OT MAJIO aHOMAJIMU PAa3BUTHS,
npezcTaBisieT coOor TpyOblil cTOWKUM
Mopdonornueckuii (aHaTOMHUECKHIA) AePEKT
pa3BUTHS OpraHa WM BCETO OpraHu3Ma,
COITPOBOYKTAOIIMICS HAPYIICHHEM (DYHKITHH.

Hazosure knaccudukarimio
BPOXICHHBIX HapyIIEeHUN
(aHoManuii) pa3BUTHS 11O

1. BbI3BaHHBIE MYTALIUSIMU;
2. BBI3BaHHBIE 3a00JIEBAHUSMH MaTEePH
3. BK30T€HHOTO MPOUCXOXKICHUS
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ATHOJIOTHYECKOMY (haKTopy

4. MynbTH(paKTOPHAIIbHBIE.

B 3aBucumocTu ot craauun 4 1. Tlameronaruit
OHTOI'€HE3a BPOXK/ICHHBIE 2. bnactonaruii
MTOPOKHU Pa3BUTHS OBIBAIOT 3. DMmOpuomnaruit
CIIEICTBUEM 4, deronaruit
Jaiite kaccupukaiuio 12 |1. Topoku ITHC u opranos uyBcTB
BPOKJIEHHBIX IIOPOKOB 2. Tlopoku nuua u meu
pa3BuTH 110 OpraHaM u 3. Tlopoku cepaedHO-COCYIUCTOH CHCTEMBI
cucreMam 4. TIopoKu JbIXaTeNbHOM CHCTEMBI
5. Tlopoku OpraHoB MUIIEBAPEHHS
6. TIOpOKH KOCTHO-MBIIIEYHOM CUCTEMBI
7. TIopoKH MOYEBOI CHCTEMBI
8. TTopoKH MOJIOBBIX OPraHOB
9. TlopoKH 3HIOKPUHHBIX KeJe3
10. TTopoku KOXH | €€ IPUIATKOB
11. Tlopoku mocnena
12. Tlpoune nopoku
JlaiiTe KnaccupuKaIuio 5 1. XpoMoCOMHBIE CHHIPOMBI
MIPUYUH MHOXECTBEHHBIX 2. TeHHBIE CHHIPOMBI
IIOPOKOB Pa3BUTHS 3. CuHapoMmsl, 00YCIOBICHHBIE 3K30T€HHBIMH (aKTOpaMu
4. CuHAPOMBI HEYCTAHOBJIEHHON YTHOJIOTHH
5. MHOKeCTBEHHBIC MOPOKH HEYTOYHCHHbIC
1o pacnpocTpaneHHOCTH 3 1. MzonupoBaHHbIE
MIOPOKHU NOAPA3EISIOTCS Ha 2. CucreMHsbie
3. MHOXeCTBeHHbIE
[lepeuncnure Hanbonee 2 1. Paciienunbl BepXHEH I'yObl;
pacnpoCcTpaHEeHHbIE 2. Pacmenunsl HEOA.
BPOK/IEHHBIE TTIOPOKU PA3BUTHS
YeN0CTHO-JTUIEBOM 00IacTu
[IpuBenuTe KIaccupuKaImio 2 1. BpoxaeHHasi CKpbITasi paciieinHa BEpXHEH ryObl

TUNNYHBIX BPOXKJIEHHBIX
pacileIrH BepXHen Iryobl

(OTHOCTOPOHHSAS WM ABYCTOPOHHSASA).

2. BpoxaeHHas HenoJHas pacliienHa BepXHel ryOsbl:
a) 6e3 gedopmanru KOKHO-XPSIIIEBOTO OT/Iea HOca
(OIHOCTOPOHHSISI UJTU JIByCTOPOHHSI); 0) C
nedopmarueil KoKHO-XpsILEeBOro OTAesa Hoca
(OIHOCTOPOHHSISI UJTU IByCTOPOHHSIS).

3. BpoxxieHHas IoJIHas pacilenHa BepXHel TyObl
(OTHOCTOPOHHSS WM IByCTOPOHHSISA), TPH KOTOPOH
BCer/ia umeercs aedopMariysi KOXHO-XpSIIEBOTO
OTJIeNIa HOCA.

[TpuBenure KIaccudukamio
THUTAYIHBIX BPOXKICHHBIX
pacienuH HEOa

1 Bpox/ieHHBIE pacIieInHbI MATKOTo HEOA (CKPBITHIE,
MOJIHBIE U HETIOJIHbIE)

2. BpoxxJ1eHHbIE pacIleIMHbl MATKOTO U TBEpIOoro HEOa
(CKpBITBHIE, HETIOJHBIC U TTOJTHBIC)

3. BpoxxJieHHbI€ MTOJTHBIE PacIeIUHbI MATKOTO U
TBEpIOTO HEDOA U aJTbBEOJIIPHOTO OTPOCTKA (OJJHO- U
JIBYCTOPOHHHE);

4. BpoaeHHbIe paclIeIMHbI aJbBEOJISIPHOTO OTPOCTKA
U TIepeIHero oT/esna TBepaoro HEOa HeroaHbIe (OHO-

WJIM IBYCTOPOHHKE) U MOJIHbIE (OTHO- WU
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JIBYCTOPOHHHE).

[lepeuncnure HanbosIEE YACTO
BCTPEYAOIIMECS COUCTAHUS
paciienud BepxHei ryosl u
Heba

1. Pacuienunbl BepxHeil TyObl U aJIbBEOJISIPHOTO
OTPOCTKa (pacuIeTMHbI IEPBUYHOTO HeOa)

2. Pacmenuubl HeOa (paciieIrnHbl BTOPHYHOTO Heda)
3. Pacmienunbl BepxHel Ty0bl, alTbBEOISIPHOTO
OTpOCTKa 1 Heba (pacIeInHbI IEPBUYHOTO U
BTOPUYHOTO HEOA).

BpoxneHnnsle Manbie 3 1. AnwrepHarTuBHBIE
aHOMAaJIMM Pa3BUTHUSA (CTUTMBI 2. OmnucarenbHbIe
TUCOIMOPHOreHe3a) 3. Uzmepsemsbie
MO/IPa3JCISIIOTCS Ha
[Tepeuncnure OCHOBHBIC 10 [1. Makpouedanus
MaJible aHOMaJINU Pa3BUTHS B 2. Muxkpouedanus
obacTu yepena 3. Axporuedanus
4. bpaxunedanus
5. Jlonuxouedanus
6. Kiunonedanus
7. Tlnaruouedanus
8. IDnaruuedanus
9. Coenonedanus
10. Tpuronouedanus
Ilepeuncnute OCHOBHBIE 6 1. mporenus
MaJjble aHOMAaJIUH Pa3BUTH B 2. perporeHus
00JIacTH 4eTI0CTH 3. MakporeHus
4. MUKpOTeHHS
5. MuKporHatus
6. MakpOTHATHSI.
[lepeuncnure OCHOBHBIE 5 1. xudos
MaJble aHOMAJIMU Pa3BUTHSI B 2. 10p/mo3
00J1acTH TO3BOHOYHHUKA 3. cKonmo3
4. caxpaJbHbIH CHHYC
5. snuTennanbHbII KOITYUKOBBIN X0
HazoBute 0CHOBHBIE METO/IBI 8 1. reneanoruyeckui,
MEIUIIMHCKOM T€HETHKI 2. ONU3HELOBBIH,
3. OMOXMMHUYECKHE,
4. HOHyJ]HHI/IOHHO'CTaTI/ICTI/IlleCKI/II\/'I,
5. UMUTOreHEeTHYECKHE,
6. MOJICKYJISIPHO-TEHETHUECKHUE,
7. nepMaTorTU(HKH,
8. METO/IbI BBISIBIICHHUS [€TEPO3UIOTHOTO HOCHTEIIHCTRA.
JaiiTe onpeaenenyre KIMHUKO- 1 MeTtona poAoCIOBHBIX, TPOCIEKUBAIOIINIA O0NIE3HN
TeHEeaJIOrn4ecKoro MeTo1a (unu IpU3HAK) B CEMbE WJIHM POy C yKa3aHUEM THUIIA
POJCTBEHHBIX CBSI3€M MEK/Y YJIE€HAMHU POAOCIOBHOM.
HasoBwute 3tans! KIMHAKO- 2 1. cocraBneHne pogOCIOBHOM,
Te€HEeaJIOrH4ecKoro MeToia 2. reHeaJIOTUYECKUH aHaJIN3.
[Tepeuncnure nokazanus st 9 1. Tlomo3peHme Ha XPOMOCOMHYIO 0OJIE3HB 11O

MIPOBEJAECHUS
IMUTOI'CHCTUYCCKUX
HUCCIIENOBaHUI

KIIMHAYECKOW CUMITTOMATHKE (ISl TOATBEPKACHUS
JINarHo3a).

2. Hanmune y peGEHKa MHOKECTBEHHBIX BPOXKIEHHBIX
MOPOKOB PAa3BHUTHS, HE OTHOCSIIUXCS K TEHHOMY CHHJIPOMY.
3. MHuorokparHsle (6oiee JByX) CIIOHTaHHBIE a00PTHI,
MEPTBOPOXKIACHUS MM POXKICHHUS IETeH C BPOXKIEHHBIMU
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HOPOKAMH Pa3BHUTHSL.
4. HapymieHue penpomxyKTHBHON (QYHKIINH HESICHOTO
reHe3a y KeHIIUH U MY>K4MH (TIepBUYHAS aMEHOPes,
OecCIIomHBIN OpaK u 1p.).

5. CymiecTBeHHAS 33/IepyKKa YMCTBEHHOTO B (PU3HUECKOTO
pa3BuTHs Y peOEHKa.

6. IlpenaranmbHas AMarHOCTHKA (IO BO3PACTY, B CBSI3H C
HaJIMYHEM TPAHCIOKAINY Y POIUTENEH, IPH POXKICHUN
NpeApIAyIero peOEHKa C XpOMOCOMHOM OOJE3HBI0).

7. TlomospeHue Ha CHHAPOMBI, XapaKTEPU3YIOLIHECs
XPOMOCOMHOM HECTAOMIBHOCTHIO (YIET XPOMOCOMHBIX
abepparuii ¥ CECTPUHCKUX XPOMATHI).

8. Jleiiko3sl (nya nuddepeHmanbHON JUarHOCTHKH,
o1eHKH 3(h(hEeKTUBHOCTH JICUCHHS U TPOTHO3a TCUCHHUS).

9. Omenka MyTareHHBIX BO3IEUCTBUH (paHalliOHHBIX,
XUMHUYECKHUX).

KakoBbI BO3MOXXKHOCTH
OHOXMMHUYECKUX METOLOB
HUCCIIEN0BaHUS ?

[To3BOJISAIOT OOHAPYKUTH LIEJBIN PsiJl HACIIEACTBEHHBIX
3a00s1eBaHul, IPUUMHON KOTOPBIX SIBIISIOTCS
HapymeHust 0OMeHa BEIIeCTB (IH3MMOTIATHH).

BHU3YyaJTU3aIAH IUTO/IA,
[IPUMEHSIEMBbIE C IIEJIbI0

[lepeuncnure BUABI JIHK- 4 1. TToatBepxxnatomas JJHK-nuarnoctuka
IMArHOCTHKH B 3aBHCHMOCTH OT 2. Ilpecumnromarnyeckast JJHK-nuarnoctuka
Rl — i IIpenaransras JJHK-nuarnocruka
. JJHK-nmarsocTrka HOCHTEILCTBA
[epeurcianre OCHOBHBIE STAITbI 1. Tomyuenue o6pasuos JHK (nmm PHK)
U BapHaHTbI MOJICKYJISIPHO- 2. PaSI[CHCHI/IC I[HK Ha q)paFMCHTLI
TeHETUYECKUX METOIOB 3. Dnekrpodopes pparmenros JJHK
TMATHOCTUKH? 4. Buzyanusanus u uaeatudukamus pparmenros [JHK
[TpuBenuTe MpUMepsl METOAOB (6 1. PecTpukiimoHHbII aHanu3 (aHaIU3 nmonuMopdusma
npsmoit JJTHK nuarnoctrku TUTHH PECTPUKITMOHHBIX (PaArMEeHTOB)
MyTaLui 2. AHanu3 nonuMophu3Ma MUHU- U MUKPOCATEJUIMTHBIX
TOCJIeJOBATEIILHOCTEN
3. [TonumepaszHas LenHas peakius
4. I'uGpunuzanys HyKIEUHOBBIX KUCIIOT C aJljielb-
crerupUIecCKUMHU 30HIaMHU
S.AHanu3 noaumopduzMa KoHpopMauu
onHouenoyeyHoit JIHK
6. Metonb! cexkBenupoBanus JIHK (nunezokcu-meron
Coaurepa)
[lepeuncauTe OCHOBHBIE 3 1) ®eHnIKeTOHY pHst
3a0osieBaHusl, Ha BBIBICHUE 2) NanakTozemus
KOTOPBIX HalpasiIcH 3) ['unotuponzm
MOIYJISILIUOHHBIA CKPUHUHT
FEHETUYECKON MaTOJIOTHHI
HOBOPOK/ICHHBIX.
[lepeunciauTe NHBa3UBHBIE 3 1. AMHUOIIEHTES
TECTBI, OCYLIECTBIISIEMBIE C 2. buoncust BOpCHH XOpHOHa
[[eJIbI0 TTPEHATaIbHOU 3. Kopnonenres
ITUAarHOCTUKHA T€HETHYECKOMN
MaToJIOTUU
[lepeunciaure METOBI 3 1.Yaerpaconorpadus

2.Pentrenorpadus

3. MPT
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MpEeHaTaIbHOW TUarHOCTUKHU
reHETUUECKOU aTOJIOTHH.

Kakne OMOXUMHUYECKHE U 4 1. MaTepuHCKH CHIBOPOTOYHBIN aib(da-peTonporenH
MMMYHOXHUMUYECKHE MapKephl 2. XOpMOHUYECKUI TOHAIOTPOITUH

COCTOSTHUS TIJIOJ1a OTIPEIEISIOT 3. DcTpuon

[IPY TOIYJIALIMOHHOM CKPUHUHIE 4. 17-oxcunporectepoH

OCpEeMEHHBIX JKCHIIMH,
MMEIOINX CEMCHHBIN aHaMHe3
10 3a00JIEBaHUSIM, KOTOPBIE
MO>XHO BBISBHUTH METOJIaMH
MpEHATAIbHOW TUAarHOCTUKH

BOITPOCBI, PEKOMEH/IYEMBIE UL CAMOITOAI'OTOBKU:

1. [IpuBenure Hambonee oOUIyI0 KIaCCH(PUKAIMIO HACIEICTBECHHBIX OoJie3He
YyeJI0BeKa.

2. JlaiiTe onpeaeaeHre XpOMOCOMHBIM U T€HOMHBIM MYTalUsIM

3. HazoBuTte MexaHu3Mbl BOSHUKHOBEHUS OoJyie3HM JlayHa M ONUIINTE XapaKTEpHbIN
Ui cuHIpoma JlayHa (peHOTHII.

4. [lepeuncnute OCHOBHBIE (PEeHOTHITMYECKHE NMPU3HAKU cuHIpoma lllepemeBckoro
— TepHepa (101HasE MOHOCOMHUSI 110 X-XPOMOCOME).

S. [lepeuncnure oCHOBHBIE (heHOTMIHUECKHE MpU3HaKU cuHApoMma KuaiiHpensrepa
(momucomust Mo X-XpOMOCOME).

6. [lepeunciure METOBI IUArHOCTUKH XPOMOCOMHBIX OO0JIE3HEM.

7. Jaiite onpeaeneHue MyJIbTH()AKTOPUAIBHOMY 3a00JI€BaHHUIO.

8. IlpuBemute mnpumepsl 3a0o0JeBaHUN, KOTOpbIE MOTYT OBITH OTHECEHBI K
MYIBTU()AKTOPUATEHBIM.

9. Ha3oBuTe OCHOBHBIE OJHJIOTEHHBIE ¥ JK30TCHHBIE TPHYMHBI BO3HUKHOBEHUS
BPOXICHHBIX TOPOKOB Pa3BUTHSI.

10. [IpuBenure kiaccupuKaliu MOHOTEHHBIX 3a00J€BaHUM IO TUIlY HACIIEIOBAaHUS;
10 STUOJIOTUH; TI0O OPTAHHOMY U CUCTEMHOMY THITY; TIO BUly HapylIeHHs] OOMEHa BEIIECTB.

11. [Tepeuncnure HamboJiee YACTO BCTPEYAIONIMECS MOHOT€HHBIE OOJE3HH C
ayTOCOMHO-JOMUHAHTHBIM THUIIOM HaClIeZIOBaHUS.

12. [lepeuncnure Hanbosee YaCTO BCTPEUAIOIINECS MOHOT€HHbIE O0JIE3HU, UMEIOIINE
ayTOCOMHO-PEILIECCUBHBIN THUI HACTIEIOBaHMUSI.

13. [lepeuncnure Hanbonee yacto BcTpevarouiyecss Oone3HM ¢ X — CLEIUIEHHBIM
TUTIOM HACJIEIOBAHMSI.

14. Uro mpencrasisier coboit (peHunkeToHypus? ONMIINTE NATOre€HEe3, KIMHHUKY,
JieYeHUe, CKPUHUHT.

15. Kaxas matonorus o6o3HagaeTcst TepMuHOM «I emModumusi»?

16. Uro npezacraBiseT co0oii MpeHaTaabHas IMarHOCTHKA TeHETUYECKON aTOJIOTHH.

17. [lepeuncnrure OCHOBHBIE TUArHOCTUYECKNE UHBA3UBHBIE TECTHI, UCIIOIb3yEMBIE B
MpPEeHATATbHON JUATHOCTHKE T€HETHYECKOM MaTOIOTHH.

18. [lepeuncnure Hambosee paclpOCTpPaHEHHBIE BPOXKICHHBIE MOPOKU Pa3BUTHS
YeJIFOCTHO-JIUIIEBOI 00IacTu.

19. OnummMre TPHYUHBI, aHATOMHYCCKHE BAapUAHTHl W KIMHUYECKHE IPOSBICHUS
BPOXJICHHBIX PaCIENIUH I'yObl U HEOA

20. HazoBute mMasibie anHoManuu pa3BUTHs 00JaCTH TJ1a3.

21. [lepeuncnure Manble aHOMAUU Pa3BUTHs (CTUTMBI JIU3dMOpHoOreHe3a) obnactu

HOCa, TyO 1 pTa
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B uem IIPOABJIAKOTCA MaJIblC aHOMAJIMH Pa3BUTHA 3Y6OB, HeOa U A3bIKa?

JOMAIIHEE 3ATIAHUE: Ilepenecure Tabnuipl B pabodyro TeTpaab U 3al0JHUTE UX.

Tun HacjienoBanus

Ipuznaxku

A W DN

MeToabl IpeHaTAJIBLHOI INATHOCTUKHT

IMoka3anus ¥ CPOKH TPOBEAEHUS

JImarHocTuyecKkne HHBa3HBHbIE T€CThI

1. AMHUOLIEHTE3

2. buomncus BopcuH XopruoHa

3. KopnomnenTes - aHanu3 KpOBH IUIoAA W3
COCY/IOB ITyTTOBHHBI

Mertoabl BU3yaJM3anuM Joaa
1.Vnprpaconorpadus

TpoiiHO! CKPUHUHI CKPUHUHT
O0epeMeHHBIX KeHIIHH — OIPECIICHUE
MaTEPUHCKOTO CBIBOPOTOYHOTO 0.
¢beTonporenHa, 3CTpUOIa U XOPUOHUUYECKOTO
TOHAJOTPONMHA

Ha3zpanue BPOKACHHOI'O
MOpOKa pasBUTHUA

AHaTOMHYECKHE
XapaKTePUCTUKH

DOyHKIHOHAJIbHBIE
HApYILIEeHUs

Pacmenunrel ryObI
aJIbBEOJIIPHOTO OTPOCTKA

u

Pacmiennnsl Heba

INPUMEPDBI TecToB KOHTpOJISI TIEPBOTO

3HAHHUH CTYIEHTOB

YPOBHA IJd KOHTPOJH HCXOAHOI0 YPOBHSH

WHCTpyKLKA: K KaKJOMY BOIIPOCY HEOOXOIMMO BBIOPATH OMH MU HECKOJIBKO

HpaBI/IJ'ILHHﬁ BAPHUAHTOB OTBCTOB U3 IMPECAJIOKCHHBIX.

CKoJBbKO ajLIesen OJHOI'0 réeHa COACPKUTCH B 3pe.110171 MO0JIOBOI KJjeTKe JUIJI0HAHOI0

opranusma?

1) Onun
2) sa

3) Tpu

4) Yetsipe
5) Iartb
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KakoB puck poxnenusi 60J1bHOro pedeHka, ecJi OiMH U3 poauTeseii 0oseH xopeeil
['eHTHHITOHA?

1) 100 %

2) 75%

3) 50 %.

4) 25%.

5) 15%

CUTYAIIMOHHBIE TUITOBBIE 3ANAYN, ITPEJIVIATAEMBIE J1JIS1 PELHEHUSA 11O
TEME: MeTuIIiHCKasi TeHeTHKA. AHOMAJINH Pa3BUTHS YeTHOCTHO-JTUIIEBOTO
anmapara

1. PeG&nok, 6 MecsleB UMeeT cleayromue GEeHOTUINUYECKUE MPU3HAKHU: IoyOOorIa3blid,
OCJIOKYpBIN CO CBETIION cyXxoil koxked. J[o 3 MecsieB pa3BUBaJICS HOPMAJIbHO, 3aT€M TMOSIBUIIUCH
CYZIOPOT'H, IPOIPECCUPYIOLIEE OTCTABAHUE B IICUXOMOTOPHOM Pa3BUTHH, IepMaTUT. OT MeIEHOK
U peOEHKa HCXOIUT «MBIIMHBINY 3anax. [locTaBbre mpenBapUTENbHBIM JUAarHo3, Ha3HaybTe
JIOTIOJIHUTENBHOE 00CIEI0BaHHE, JICUYCHHE.

2. bompHOH, 16 ner mnocTtynuna B KIMHUKY IIO IOBOJY OTCIOWKH CETYaTKH.
DEHOTUIIMYECKU: BBICOKOTO POCTA C JJIUMHHBIMU KOHEYHOCTSIMH, YAJUHEHHBIMU MaJbLAMU
KHUCTEH U CTOIl, BBIpaKCHHBIN KH(OCKOIMO03, nedopmanus rpyaHol kieTtku. IlonoxutenbHbiit
«cuMnrToMm 3amscThs». Cxoxuil ¢enotun ompenensiercss y orua. [lo 9xo-KC BbIsiBIeHO
pacIlupeHre BOCXOZSIIErOo OTAeNa aopThl, MPOJIAIIC MHUTpaJbHOro kianaHa. IlocraBbre
IpeIBapUTEIbHBINA JUarHo3, Ha3HaYbTe JOMOJHUTENIbHOE 00CIIeI0BaHUE, JIEUEHHUE.

5. boabHoit 20 net, oOpaTHIICS MO MOBOY IPOTrpeccUpyroliei TyroyxocTu Ha o6a yxa. [Tpu
ocMmoTpe — pocT 164 cMm, BbIpakeHHbIE AedopMalui TpyOuaTbIX KOCTEH pyK M HOT, roiyOble
CKJIephl, AeopMUpOBaHHbIE U MaJleHbKUE 3yObl (nu3aeHTorenes). 3akmoueHue JIOP-ppaua —
IIPOBOJIHUKOBAs TYTrOyXocThb. M3 aHaMHe3a U3BECTHO, UTO y OONBHOrO OBLJIO 8 MEPEIOMOB PYK U
Hor. OTerl OOJBHOTO yMEp B MOJIOIOM BO3pacTe M TaKXe 4acTo JioMal pyKu U Horu. IloctaBbre
IpeIBapUTEIbHBINA JUArHO3.

6. bonmbHast 30 ner oOparmiach MO TOBOJY ToJIOBOKpYxkeHus. OOpaiaer BHUMaHUE
HeoObIUHAs BHEMHOCTh OoibHOH: poct — 130 cm, HEMPONOPIUHUOHAIBHO KOPOTKHUE
OTHOCHUTEJIBHO TYJIOBHUIIA PYKH M HOTHM CO CKJIQJKAaMU KOXHM Ha HUX, OTHOCUTENIbHO OOJbIlas
rojoBa C HABHCAIOIIUM JIOOM, IIMPOKOW MEpPEeHOCUlIeH, HU3KUM DPACIIOIIOKEHUEM KOPHSI HOCa,
rpyOsiMu uepramu numa. OTen UMeeT TaKkylo K€ BHEIIHOCTh, eA U 0alyIika- (eHOTUINYECKH
HopManbHbIe. [len Obur HaMHOTO cTapiie 0adymiku. Baire MHEHHE O BEpOATHOM AHarHose?

Bapuanm 1.

1. TecTbl Ha NOJICTAHOBKY

a) [lepeurcinre XapaKTEPUCTHKH ayTOCOMHO-IOMHUHAHTHOTO TUIA HacieaoBanus (1-5)
0) Kakue myTamuu otHOCATCS K TeHOMHBIM? (1-4)

B) [Tokazanwust 1151 mpoBeneHus Kapuotunuposanus (1-6)

2. CurvanmoHHas 3a1a4a.
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VY keHIMHBI UMeeTcs OepeMeHHOCTh 16 Henmenb. Ilpu ompeneneHuy KapHOTHUIIA TLIONA
BBISIBJICHA XPOMOCOMHAasl adeppalusi B BHJI€ IOTEPH KOHIICBOTO YYaCTKa XPOMOCOMBI.
Onpenenure TUI abepparuy.



