OEJIEPAJIBHOE I'OCY IAPCTBEHHOE BIO/DKETHOE
OBPA3OBATEJIbHOE YUPEXJIEHWE BbICHIEI'O OBPA30OBAHUA
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Cocmasumenu. cOTPyAHUKH Kadeapbl OHOJIOTUM C KypcoM MeauipHCKoW renetuku OI'bOY
BO Ky6I'MY Mumnzapasa Poccrmn
K.1O. JlazapeB, J101eHT, K.M.H.,
C.A. Kopxma3zoBa, K.M.H.,
E.E. IlankoBa, k.M.H.

1100 o6uwien pedakuyuen U.U. IlaBaove HKo, 3aB. Kadeapol, npodeccopa, 1.M.H.

MenmmHckasi reHeTuka. PabGouass terpanb 11 ctyaeHroB |V kypca neueGHOro
daxympTeta. - Kpacnomap: ®I'BOY BO KyoI'MY MumsapaBa Poccum, 2020. M3panwe 7-e,
nepepaboranHoe u gonoiaHeHHoe. — 40c.

Peuenzenmor:

C.A. Bbabuues, 3aB. xadenpoit mukpodronormu ®I'BOY BO KyoI'MY MumapaBa Poccum,
KaHIWIAT MEIUIMHCKUX HAyK, JTOICHT,

E.E.Ecaynenko, npodeccop xadeapsl GyHTaMmeHTaabHOU W KiIMHUYecKor Ouoxmmrmm OI'BOY
BO Ky6I'MY MumsapaBa Poccur, JOKTOp OHMOJIOTHIECKUX HAYK, JTOICHT.

PaGouas Terpanp nms cryaenroB |V kypca nmedeOHoro dakyiabTeTa COCTaBJICHBI B
coorBercTBu ¢ DPI'OC3+ ngng croemmambHocTH 31.05.01 JleweOHoe nmeno u ¢ Paboueit
MPOrpaMMON 10 MOAYIIO «MEIUIMHCKAsi Te€HeTHKa» IUCIMIUIMHBI «HeBpomorus, memaumHcKas
TCHETUKA, HEUpOXHMpyprusi», KoTopasi pa3paborana kadenpoit Ouomorm C  Kypcom
MEUIMHCKON T€HETUKH B COOTBETCTBHMM C lIprMepHOl mporpamMMoii o MeIUIMHCKON T'€HETUKE
s menmmHCkX BY30B (Mocksa, 2004), a Takke yaeOHpiME wianamu ['6OY BITIO Ky6I'MY
MumsnpaBa Poccun.

PexomennoBano k maanmo [IMC ®I'BOY BO Ky6I'MY Mumzapasa Poccumn
npotokon Ne ot 20 1.

VJIK 612.6.05 (075)
BBK 52.5
M 42

[TaBmouenko U.U. , JTazapes K.1O., Kopxmazosa C.A., [Tankosa E.E.
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HNPEAUCJIOBUE

Y4eOHBIMH TUTaHAMU TIPETIOAaBaHUE MEIUIMHCKOM TeHETHKH TpeAyCMaTpHBAeTCs Ha
IV kypce neueOHOoro akynprera B JAWCIMIUIMHE «HEBPOJIOTHS, MEIMIMHCKAs TEHETHKA,
HEeUpOXUpYyprusi» B o0beMme 6 yacoB JieKiwii 1 16 4acoB MPaKkTUUECKUX 3aHATHIA

PaGouass TeTpanp mpeaHa3zHaueHa 1y cTyaeHTOB |V kypca neueOHoro (pakymbreTa,
CHOCOOCTBYET OOJIETYEHHIO OCBOCHMS Y4eOHOro Marepualia U OpPUEHTHUPYET CTYIEHTOB Ha
OpraHM3aIMIO BBITIOIHEHUS CaMOCTOSTEIHLHOW PaOOTHI.

PaGouast TeTpaab JONONHUTENHHO MOTMBHPYET BBINIOJHEHHE BHEAYIUTOPHOM U
ayJIUTOPHONW CaMOCTOSTENLHOW pabOoThl CTY/ACHTOB IO KaXKAOH TeMe MpakTuaeckoro 3ausaTust. K
KaXJIOMY 3aHATHIO ONpeJesieHbl 1eiH, (JOPMUPYIOLME MOTHUBAIMIO K OOYYE€HHIO, 1aHBI BOMPOCHI
IJIsT CaMOINOATOTOBKM U TIONHBIM mepedeHb y4deOHoil nmrepaTypbl. Bce mmreparypHble
WUCTOYHHKU pa3jeieHsl Ha nBe rpymbl (I — ocHoBHbIE, || — momomHUTEIHFHO peKOMEHIYEeMBIE),
MIOCTIEIOBATENILbHO NpOHyMepoBaHbl. (OCHOBHAsi JMTEpaTypa, pEeKOMEHIyeMmas K 3aHATHIO,
yKa3bpIBae€TCsl B COKpalleHHOM, ImdpoBoM Bume: mnepsas mmudpa (I) o3Hauaer oOCHOBHYIO
ourepatypy; BTopas miuppa (1,23 u T.A.) — TOPSAKOBBII HOMEp JIMTEPATypPHOIO HMCTOYHHKA;
OykBa «C» u mnocienywoume IMpsl — CTpaHUlbl. OJTO YiydliaeT padoTy CTyaeHTa ¢
JATEPaTypor TPH OCBOCHHH y4eOHOr0 MaTepHasa.

[lepeueHp KOMMETCHIMI (3HAHMN M YMEHHIA), KOTOPHIMHU JO/DKEH OBJIaJI€Th CTYJACHT Ha
KaXJIOM 3aHATHM Ja€T €My YCTaHOBKY Il aKTUBHOTO OOY4YEHHS.

B paznene «BHeaynuTOpHas caMOCTOsATENbHAas paboTa» CTYAEHT MolydaeT 3aJaHue(s)
JUIsT TMCbMEHHOTO BBINIOJIHEHUS TPU TOJATOTOBKE K NPAKTHIECKOMY 3aHiATHIO. JlaHHBIA BUA
paboThl, ABISIOUIMICS «UMHIUKATOPOM» TOTOBHOCTH K TeMe, MpOBEpSETCS M OLCHUBAETCS Ha
3aHITHIL

OcHoBHBIM pa3zzenoM Paboueil TeTpanu sBISIETCS NpakTHYecKas paboTa, KOTOPYIO
CTYJIEHT BBINONHAET TOJ] PYKOBOACTBOM TNpEMOAaBaTelNisi WIM CAMOCTOATENLHO Ha 3aHATHU (B
3aBHCHMOCTH OT (JOpMBI PabOTHI).

Kaxnoe 3aHiTHe BKIIOYAE€T KOHTPOJIb MCXOIHOTO YpPOBHS 3HAHMA H KOHTPOJIb
YCBOEHHUSI TE€MBbI 3aHATHIL

B Terpaau mpuBOAMTCS KpaTKH TEPMUHOJOTMYECKUN CIIOBAph BPOXKICHHBIX IMOPOKOB
U aHOMAJIMil pa3BUTHs, TIPUMEPHBIE TEMbI pedepaToB, JaH MEepedyeHb BOMPOCOB MO Y4eOHOMY
MOJYJIO JJISl TIOITOTOBKH K 9K3aMEHY.



BBEJAEHUE

Menuko-reHeTUdecKkasi TOJArOTOBKAa WIpaeT Ba)KHYIO POjb B CHUCTEME MEIHMIMHCKOro oOpa-
3oBaHMs. OCHOBHOM €€ IIeNIbI0 SIBIISIETCS TMPHOOPETEHHE CTYACHTAMH OOINE TEOPETUIECKUX 3HA-
HUI U CTIOCOOHOCTH  (POPMHpOBAHMS HAa MX OCHOBE IMPO(ECCHOHABHBIX, B TOM YHCJIE MHUPOBO3-
3pEHUYECKUX KOMTICTCHIMA. UeoBeUeCKHid OpraHm3M - pe3yibTaT OHBOJIOIMU KH3HH, JHO00H
npu3HaKk (B TOM 4KCJE M MAaTOJOTMYECKuil) (GOPMUPYETCs TMOJA BIMSIHUEM T€HETHYECKOH U cpe-
JIOBOI KOMIIOHEHT, TO3TOMY €ro ()YHKIMOHMPOBAHUE 3aBHCUT OT OOIIMX JJISi BCETO KHUBOTO Me-
XaHM3MOB JKU3HEIEATEIbHOCTH.

B paznene «buonorus KIETKW» pacCMaTpHUBAIOTCS OCOOCHHOCTH KJIETOYHOTO YPOBHS Op-
TaHM3alMU JKI3HU: CTPYKTypa KJIETOK, OpPraHM3alls HACJIEJCTBEHHOTO MaTepuaja, U €ro XpaHe-
HUe, penpoinykims kieTok. OOyuarommecs MODKHBI 3HATH XUMHUKO-OHOIOTMYECKYIO CYIIHOCTD
MPOLIECCOB, TPOUCXOMSIIMX B JKMBOM OpraHM3ME Ha MOJEKYJISIPHOM U KJIETOUYHOM YPOBHSX.
Ctpoenrie 1 OMOXMMHMUYECKHE CBOWCTBA OCHOBHBIX KJIACCOB OMOJOIMUECKH BaXKHBIX COEJMHEHHH,
OCHOBHBIE METa0ONMUECKHe MyTH UX MpeBpalleHus; YMETh paboTaTh ¢ YBEIHMUHUTEILHON TEXHU-
KO, BIaJleTh MpaBWIaMU pabOThl CO CBETOBBIM MHKPOCKONOM. ODTH 3HAHWS TOMOTYT B Jajib-
HEWIlIeM M3Y4Y€HUH THCTOJIOTMHM, OMOXUMUHM, MHKPOOHOJIOTHH.

B pasnene «I'eHeTHkay pacKpbIBaeTCsl 3HAUEHHE ATOM HAYKU JJII MEIUIMHBI. 3HAHUE 3a-
KOHOMEPHOCTEH HACJEICTBEHHOCTH M W3MEHUMBOCTH CIIY)KUT OCHOBOM NMOHMMAaHMSI TATOreHe3a
M STHOJIOTUM HACJIEICTBEHHBIX M MYJIbTHU(AKTOpHAILHBIX 3a0oneBaHuii yenoBeka. Ha ocHoBe
Cc(OPMHUPOBAHHBIX 3HAHMI CTYIEHTHl JODKHBI BJaJeTh MNPAKTUIECKUMM HABBIKAMU H3y4EHUS
HACJIeJICTBEHHOCTH T'€HEaJOrHdeCKUM METOJOM, PaCCUUTHIBATh CTEIEHb M€HETUYECKOrO PUCKA;
UMETh Tpe/iCTaBlCHHEe 00 OCHOBAaX LMTOICHETUYECKOW, OHOXMMHMYECKOW M MOJEKYISPHO-
TeHETUYECKON IMarHOCTHKE HACJIE/ICTBEHHBIX OOJIE3HEH uesoBeKa.
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METOINIeCKHE



S3AHSTUE Nel « » 20 T

Tema: HaciieacTBEHHOCTD U MATOJIOTHsA. MeToAbI TUATHO CTUKH
HACJIEACTBEHHBIX 3200JeBaHmii YyesioBeka. CeMHOTHKA M JUHATHO CTHKA
HACJIEICTBEHHBIX 00J1e3Heil. XpOoMOCOMHBIE 00JIe3HM.

Ilenv 3anamusa. WV3ydurTh  KIACCU(PUKAIMIO, CEMHOTHKY M METOABl  JIHATHOCTHUKU
HACJIC/ICTBCHHBIX ~ 3a0oneBanmil. OBJaneTh  KIMHUKO-TCHEAJIOTHMUYECKHMM  METOAOM
oO0cnenoBanusi mpobOaHma ©  €ro ceMbH.  M3yduTh  STHONOTHIO, TATOTEHE3,
KJacCUUKaIMIO, KIMHMYECKUE  TPOSIBICHHS  PACMpPOCTPAHEHHBIX  XPOMOCOMHBIX
CHUHIPOMOB, O0JIACTH TPUMEHEHHS IMTOTEHETUYECKUX METOI0B WCCJICOBAHUA B
JIMaTHOCTHKE  XPOMOCOMHBIX  3a0OJICBAaHMI; OCBOWTH  TIPUHIMIGI  TIOCTAHOBKH
NpeIBAPUTEIILHOTO JIMAarHO3a, OMpeJesieHns TOKa3aHWi M TIOpAJKa HaTNpaBJICHUS
MAIMEHTOB HAa MEJIMKO-TE€HETUYECKOE KOHCYIbTHPOBAHME.

Bonpocwt ona camonoozomoeku:

1. BzaumoOTHOIIEHMS HACIEACTBEHHOCTH M Cpelbl B (POPMHUPOBAHMM TATOJIOTHYECKHX

COCTOSIHMI Y YEJIOBEKa.

Knaccudukams HacneCTBEHHBIX 3a00IeBaHUIA.

MeTobl reHeTHIECKOro aHaJ3a, Lellb U CYIIHOCTb.

4. CymHOCTh CHHAPOMOJIOTHMECKOTO aHajiM3a W €ero WCIHOIb30BaHWE B  JIMATHOCTHKE

HACJIEICTBEHHBIX OOJIE3HE.

XpoMocOoMHbIE OOJIE3HH: ITHONOTUSI, TIATOTEHE3, KIaCCU(HKAIIWS.

Knvanueckue mposiBieHust ((peHOTUIMUECKass XapaKTepUCTHKA) CHHIPOMOB, CBSI3aHHBIX:

a) ¢ IBMEHEHHEM KONMYEeCTBa ayTOCOM H MOJIOBBIX XpoMocoM (cuHmpombl: [laTtay, DaBapaca,
Mayna, Knainpenstepa, Ileperesckoro-TepHepa, TpucoMun-X, MOIUCOMHA Y);

0) CO CTPYKTYPHBIMH TIEPECTPOUKAMH XPOMOCOM (CHHIPOMBI: «KOIIaubero Kpukay, Bombda-
XwupmixopHa, Mapruna-bemna); B 1.4. OonesHeit renomHoro wmmmpuruara (ITpagepa-
Buwim, Anreismana).

7. lluroreHeTMuecKasi AMATHOCTHKA XPOMOCOMHBIX OONE3HE.

Jumepamypa: 1.1. C. 14-135, 219-269; 1.2. C.21-27,168-168,176-199; 1.3.C.7-22, 28-58, 63-88;

1.4. C. 28-29, 47-48, 218, 256-257, 280-281, 286-294, 330-332, 359-362.

HEOBXO/JIUMO 3HATD:

1. CoBpemeHHbIe TpeICTaBlIEHHsT 00 OpPraHM3alMd T€HOMa YeJIOBEeKa.

2. OCOOCHHOCTH KIIMHMYECKUX TIPOSIBJICHMA HACJIEICTBEHHO OOYCIJIOBJICHHOH TATOJIOTHH,
00IMe TPHHIMIBI JTHATHOCTUKM HACJIEJCTBEHHBIX OOJe3HEeH, NMpUUMHBI TMPOUCXOXKICHUS H
JIMArHOCTUYECKYIO0 3HAYMMOCTh MOP(OreHEeTUIECKUX BapUAHTOB.

3. Bo3moxHOCTH UCTIONTb30BaHUS KJIMHUKO-T€HEaJIorid €CKOro, IUTOr€HE TUIECKOT0,
OMOXMMHYECKOTO W MOJIEKYJSIPHO-TEHETUYECKOTO  METONOB  JUII  JWATHOCTHKU
HACJIC/ICTBCHHBIX 3200JI€BaHMI YEJIOBEKA.

4. OOmme TmNpuU3HAKKM XPOMOCOMHBIX 3a0OJeBaHM, TIOKa3aHWsl Ui  [MTOT€HETHUYECKHX
UCCJIE/IOBAHUI U JIOTNOJHUTEIbHBIX METO0B 00CIeJ0BaHMs OOIBHOTO.

5. OcoOenHoctu M 00JaCTh NPUMEHEHMS] [MTOTCHETHMYECKUX METOMOB, CYIIHOCTH, BHIBbI,
BO3MOXHOCTH IIMTOI'CHETHUUYCCKHUX METOIOB.

6. IlpuHpmnbel MPOQWIAKTHKE XPOMOCOMHBIX OOJE3HEeH; TOAXOABl K JICUCHHIO, COIMAJIbHOM
ajlanraiyy ¥ peadwmraimy O0JbHBIX.

HEOBXOJUMO YMETG:

1. OOcnemoBaTh OOJIBLHOIO HA BBISABJICHUE HACJIEICTBEHHOM ITATOJIOTHN.
2. Pacno3HaBaTh OOIIME TPOSIBICHHS  HACIEJACTBEHHOM TMATOJNOTHH, JIHATHOCTUPOBATH
BPOXKIEHHBIE MOP(OreHeTHIECKUE BapUAHTHI.
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3. IlpaBWIbHO WCTIONB30BAaTh COOTBETCTBYIOIIYIO TEPMHUHOJOTHIO TPU ONMCAHMHM KIIMHAYECKOU
KapTusbl ((eHoTrna) OOJBHOTO.

4. TlomyyaTes HeoOXoAMMYIO MHPOpMAIMIO O OOJBHBIX M 3J0POBBIX YJIEHAX CEMbH Ha
OCHOBAaHHMM OIPOCA, OCMOTPA U UMEIOIMXCS MEIUIMHCKUX JOKYMEHTOB.

5. IlpoBomure 00BEKTHMBHOE oOOCJemOBaHMEe TMpoOaHAa TO OpraHaM M CHUCTEMaM, OCMOTD

poaureneu U Ipyrux poACTBEHHUKOB.

PopMHpOBATh IPEABAPUTEIILHBINA THATHO3 XPOMOCOMHOM IATOJIOTHM.

Omnpenenarsb HEO00XOIUMOCTh JTOTIOJTHUT €JIbHOT O o0ce10BaHus, BKJIIOYas

LIMTOT€HETUIECKUE METOIBL.

8. OmenMBaTh pe3yabTaThl JAOOPATOPHOIO OOCIEIOBAHMS W CAEIATh 3aKIIOYCHHE B HUCTOPHU
00J1€e3HM NalLKeHTa.

BHEAY/IUTOPHAA CAMOCTOATE/IbBHAA PABOTA
1. Ilpn MOATOTOBKE K 3aHATHIO 3AMOJHUTH TaOiumiyy 1, B KOTOpOI OTpasuTh LEIH M METOIHKH
JINaTHOCTUKU HACJEJICTBEHHBIX OOJIE3HEN.

~No

Tabma 1
[{esp mpUMEHEHNsT U METOJMKA MPOBE/ICHUSI T€HETHYECKOIO UCCJIEIOBAHUS
Meton llens u MeToAVKa POBEACHUS
1. Knunuko-
TeHeAIOr nIeC KU

2. llpTorenenaeckue
a) UCCJIeIOBaHUE
KapuoTHIIa

0) ucclieqoBaHue
X—xpomatvHa

B) HCCJICIOBaHKC
Y—xpomaTiHa

3. MonekysipHO-TeHeTHIeC K1ie

a) IoJIMMepazHast
IeNHas peaxiys

0) CeKBEHUpOBAHHUE
JTHK

4. BuoxuMuyecKue

2. Ilpu MOATOTOBKE K 3aHATHIO V3YYHTH KIMHUYECKYIO U IMTOTCHETHUECKYIO XapaKTEepPUCTHKU
HanOoJiee PacTpPOCTPAHEHHBIX XPOMOCOMHBIX CHHIPOMOB U 3aTlOJHATEL TaOI. 2.
Tabnuma 2 (Hauaso)
KnuHnaeckasi v IMTOreHETUIECKAsT XapaKTePUCTUKA XPOMOCOMHBIX CHHIPOMOB

Cungpom Kimangeckast XxapakTepuC THKA Kapnotmn
1 2 3

IHaTay
(Tprcomum 13)
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Tabauma 2 (npogomkeHwe)

1

2 3

dnBapaca
(Tpucomun 18)

Jdayna
(Tprcomum 21)

IlepemeBckoro-
Tepuepa
(monocomuu X)

Knaiindeabrepa

(XXY)

TprcoMuHn X

aucomuun Y

«KOoIIAYbLEro Kpmca»
(5p-)

BoJub pa-Xupmxopna
(4p-)

3. Ilpu moAroToBKe K 3aHATHIO M3YYHTh KIMHUIECKYIO XapaKTEPUCTUKY
MUKPOLMTOI€HETHIECKUX CHHAPOMOB U 3aIOJHUTH Tadsmy 3.

Tabma 3

Kimarmaeckast xapakTeprucTHKa MUKPOLMTOTEHETUIECKUX CHHIPOM OB

Cungpom

Kimanueckasi xapakrepucTuka

Mapruna-beJa
(pparumbroit X
XPOMOC OMBI)

PyOnnmreitna-Teiion

Kopneanu ne Jlanre

4. Tlpu MOATOTOBKE K 3aHATHIO 3aIONHUTH TaOMIly 4 W M3Y4YUTh KIMHMYECKYIO XapaKTEPUCTUKY

0o0Je3HeH TEHOMHOTO MMIIPUTHHTA.

Tao6mma 4

Knmmraeckast xapakrepucTrka 0oje3Hel TeHOMHOTO HMMIIPHTHHTA

Cunanmpom

Knuandeckas xapaktepuctrka

IIpagepa-Buiin

AHreJibMaHa
(«cHacTMBOM KYKIIBI»)
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KOHTPOJ/Ib HCXOJHOI' O YPOBHA 3HAHUH

ITo dororpadusm m kapuorpamMmmam pa3o0paTh OMOPHBIC JUATHOCTHYECKUE TPU3HAKU
XPOMOCOMHBIX OOJIE3HEH; TIOCTABHUTH JIHATHO3.

ITPAKTHYECKAA PABOTA:
1. Cemmuoruka HacieICTBEHHbIX OOJIE3HEH YesloBeKa.
Bb10OpaTh 13 TEpPMHUHOIOIHYECKOrO CJIOBAps U BIMCATh TEPMUHBI, 0003HAUAIOIIME BPOXKIEHHBIE

TIOPOKM PA3BUTHSI M1 MUKPOIIPU3HAKHU TATOJIOTUA OPraHOB CHCTEMBI:
1. 2.
3. 4.
5. 6.
7 8.
9 10.

2. MeTo/bl TeHETHIECKOrO aHaIH3a.
2.1. CuHApPOMOJIOTUYECKUI METO/.

N3yunrs 0COOCHHOCTH OOCJENOBAaHHS TAIMEHTOB, TONB3YSICh METOIMKON OIMMCAHHS
¢deHoTrna mpobaHna. YSCHUTH, YTO OCMOTP MOXKHO pPa3/eNUTh Ha OONMI (BHELIHMH OCMOTp
OONBHOTO) W JeTalbHBIN (M0 00JAaCTAM): TONIOBA, JIMIIO, INEs, TYJIOBHILE, KOHCYHOCTH, TOJIOBBIE
OpraHsbl.

1. Obwee cocmosHue 601bHO20: CO3HAHHE (SICHOE WIM HApYIICHHOE), MOBEICHNE (aKTHBHOE,
NacCUBHOE,  BO30OYXK/IEHHOE),  TEJOCIOXKEHHe  (KOHCTUTYIHS, pocT M Macca,
MPOTIOPIIMO HAJTH HOCTH ).

. Kooica: mBer (cBeTnasi, CMyTyas), SaCTUYHOCTD, BIAXKHOCTh, HAJIMYUE BBICHITIAHMI, PYOIIOB,
PaBHOMEPHOCTh NMMI'MEHTALMK, HAJIWYUE MATEH M T€éMaHIHOM.

3. Bonocwi: ctpykrypa Bosoc (TpsSMble, BOJHUCTBIC, Kyp4yaBble, TOHKHE, JIOMKHE), MSTKHE,
KECTKUE, DPEelIKHe, NApUKOBbIE, TMIIEPTPUXO03, TMIOTPHXO3, AJONELMs, «MBIC BIOBBD), IBET
BOJIOC, CeJasi Mpsb HAJ0 JIOOM, TUPCYTH3M H JIp.

4. Hoemu: KBaapaTHble, TPEYrONbHBIE, OBAJIbHBIE, YKOPOUCHHBbIC, IUIOCKHE, BBIMYKIIbIC,
BOTHYTHIE, JIOMKOCTb, MOJIHOE OTCYTCTBHE WIM HEJI0pa3BUTHE.

5. IlookooicHo-dcuposas Kiemuamka: OTJIOKEHHE (paBHOMEPHOE, M30MpaTeNIbHOE, M30BITOYHOE ).
Otekn, auMdocTas, KOXKHBIC OMyXOdd (MX KOHCHUCTEHIWS), COCTOSHHE JMM(PaTHICCKUX
Y3JI0B.

6. @opma eonogwi: Mesouedamwsi, Opaxunedanus, gomuxouedamus, Makpouedas,
MuKporedamusi, TpuroHoredamms, ckadouedamsi, axporedanus, ruaporedanys, QgopMa
TPWIMCTHHKA, 3aTBUIOK OKPYTJIbI, HABUCAIOIIMA WIN TUIOCKHUM.

7. Jlo6: mipsMOM, BBICTYNAOIINK, CKOIICHHBIW, Y3KHH, IIMPOKHN, HM3Kas JIMHUS POCTa BOJIOC,
YBEJIMUEHHbIE HAJIOPOBHBIE OYIpHI.

8. Jluyo: cUMMETpHs, «IITHYbEY, «KYKOIBHOE», «CYACTIMBOM KYKJIbD), «IIECOYHBIE YaChD, JIUIO
abGay, HaMMYUe OOIIeH WM JIOKaJIbHONH OTEYHOCTH.

9. I'naza, eexu, Oposu: pa3pe3 Tia3 (E€BPONCOWIHBINA, MOHTOJOWIHBIN, AHTHUMOHIOJIOWTHBIN),
THIIEPTEIOPU3M, THIOTEJIOPU3M, TEJIEKaHT, OJIMKAaHT, Nro3, Osedapodumos, aHUPUIYS,
MHKPOKOpHEa, TOMyOble CKIEPHI, KOJIOOOMa paay>KHOM OO0OJIOYKH, TETEPOXPOMHUS PATYKKH,
9K30(TaIbM, KaTapakTa, AUCTHXHA3, OPOBU (J1yrooOpa3Hble, MPSIMbIC, BOCXOISIIME, TYCTHIE),
cuHo(pu3.

10. Hoc: mnpsMoi, ¢ TOPOMHKOM, TOHKHH, «MSICHCTBIID, «CEIJIOBUIHBIN, «KIFOBOBUIHBIIY,
JyKOBUIIEOOPA3HbIM, IIMPOKOE IUIOCKOE TEPeHOChE, HO3ApH (IIMPOKHE, BBIBEPHYTHIE),
THIOIUIA3Ks OJTHOM TIOJIOBMHBI HOCA, KOJIOOOMa KpBUILEB HOCA, YTONIICHHE WIA pa3aBOCHUE
KOHYMKa HOCa M JIp.

11. Yentocmu: MporHaThs, MAaKpOTHATHS, arHATHSl, MUKPOTHATHS, MHUKPOTEHUSI, PETPOTreHHUS.

N
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12. I'y6vl u nonocme pma:

Qunbmp — IIIMHHBIA, KOPOTKHUW, BBICOKHH, CIJIa’KCHHBIM.

Pom - MUKpOCTOMUSI, MaKPOCTOMUS, «PBIOHID («KapImiD»).

Pacwenunvr - pacuienmHa Jwiia B 00JIACTH pTa; pacIieNiMHA BEpXHEH TyOBl (XEHIOCXH3),
pacmenmHa HeOa (TamaTocXu3): TOJHAs, HETIONHAS, OIHO- WM JIBYCTOPOHHSS, CKBO3HAs M
TOJICITMBUCTAS.

Hébo — nyroobpasHoe, BRICOKOE, apKOOOpa3HOe, TOTHIECKOE.

I'yovr - TONCTBIE, TOHKHE, TMOABEPHYTHIC, BBICTYIAIONIAS HIDKHAS Ty0a, KHCTHI (SIMKHM) Ha
CIIVBUCTON HIDKHEH TyOBI.

A3b1K — MaKpOTJIOCCHsI, arJIoCcCHsl, «reorpaduaecKuin, riyOokasi cpeiuHHasi 0opo3a.

3y6b1 — HETPaBWIBHBIM POCT, MUKPOIOHTHS, OJMTOJOHTHUS, JUacTeMa. OMalb - Ae(eKThl, IBET
(«sTHTapHBIC», KOPHIHEBEIC).

13. Ywnvie paxogunvl: OTTONBIPEHHBIE, MPIKATHIE K TOJOBE, AUCIUIACTUYHBIC, YMEHbBIIICHHEIC,
HIZKO PacTOIOKEHHBIE, MOuKa (cBOOOMHAA, npupocasi, paciierieHHas ),
NpeaypuKyJIsipHble (UCTYIbl U MAMWUIOMbI, HACEYKH YIIHBIX PAKOBHH, aTpPE3us CIyXOBOTO
npoxoza.

14. Illes: xopoTKasi, UPOKasi, TpareIMeBHIHAS, JIMHHAS, KPUBOIIES, MTEPUTHYM.

15. Kocmmasa cucmema: Haquuue BPOXKACHHBIX M TIOCTTPAaBMATHUECKHUX J1e(OpMalIi,
M3MEHEHHE CYCTaBOB (KOH(Urypalus, MOJIBIKHOCTH, OT€UHOCTB).

I'pyonas xnemka: TWIMHAPHYECKas, YCEUEHHBIA KOHYC, KIIEBHIHAs, O0YKOOOpa3Hasi, KOPOTKasl,
JUTMHHASI, aCUMMETpPUYIHAS; TUTIEPTEJIOPU3M COCKOB, THHEKOMACTHS.

llo36onounuk: ko3, CKOIMO3

Kucmu u cmonwl: 1mmpokue, y3Kue, KpYIHbIE, YAJMHCHHBbIC, JKTPOAAKTHIINSA, MUKPOMEI,
KOPOTKHE  M3OTHYTHIE MU3WHIBI, ApaxXHOAAKTWIMS, OpaXuJaKTWwiusd, KIMHOJAKTWIN,
CUHIAKTWINS, OJMIOJAKTWINA, TOMUIAKTWINS, «Tpu3yOery, W30JaKTWIusA, IIMpoKuid |
rajell, nornepeyHasi JaJOHHAsl CKJIaJiKa, CHUIHEEeBCKas CKJIAJKa, €JIMHMYHAsl CKiIagka Ha V
najblie, CaHIAJEBUIHAS 1IEJb, ITIOCKOCTONME, BBICOKHI CBOJ CTOIIBI.

16. Mviweunas cucmema: CTENeHb PA3BUTHSL, TUTIEPTPOQUSI, MECTHBIE aTPO(HH, CHIIA U TOHYC.

17. Hapyorcnvle nonosvle opeanvl. TUNOTCHUTAIN3M, TUIIOTOHAIM3M, KPUIITOPXU3M, TUIIOCTIA K,
SIHCTIAJIMSI, MUKPOIICHHC, aIula3us TMOJOBOIO YJIeHa, ABOWCTBEHHbIC T€HUTAJIWH.

2.2. KimmHiko-reHeanormdeckuii MeTOoJ WCCJIEIOBAHMS.
Pa3o0path 1ies1b U CYITHOCTH HCCIIE0BaHMsI, HEOO0XOIUMOCTh UCTIONB30BAHUSI METO/A.

2.3. lluroreHeTHIECKIE METOJIBI.
2.3.1. MccrnenoBanre NoJioBOro XpoMaTHHA.
2.3.1.1. Pa3o6pats 1ies1b ¥ CYITHOCTH UCCiIeIoBaHusi X- U Y -XpOMaTHHA.
2.3.1.2. OueHka pe3yiabTaTOB UCCJICIOBAHMS TOJIOBOIO XpPOMATHHA:
VY 370poBbIX XKEeHIMH — OT 15 m Oomee % X-XpOMAaTHH TOJOXKUTEIBHBIX
Ki1eToK; 0% Y -TIOIOKHUTEIbHBIX KIIETOK.
Y 3p0opoBeix MyxunmH — 0% X-XpOMAaTHH NOJIOXKHUTEJBHBIX KJIETOK
(momyckaeTcs 10 2-3%); Y -NONOKUTEIbHBIX KJIETOK 710 100%.
2.3.1.3. 3anomHuTh TaOJMIly 5, OTPa’KaOIIYI0 KOJMYECTBO TIBIOOK X- U Y-XpoMaTHHA B
anpax OykkampHoro smureius (no Canpmepcon u KacmepcoH) y OONBHBIX C
pPa3IMYHBIMU CHHIPOMAaMH, CBSI3aHHBIMU C W3MEHEHHEM KOJHMYECTBA TIOJIOBBIX
XPOMOCOM.
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Tabma 5
KonmaecTBoO rbI00K MOJIOBOrO XpoMaTHHA B SIIPAaX KIETOK
OOJILHBIX C XPOMOCOMHBIMH CHUHIPOMaMH

Kapurotumn

X-xpoMatud | Y-xpomatH Jlnaruos

45X

45 X/46,.XX

47,XXX

47.XXY

46,XY /47 XXY

47 XYY

45,X/46,XY

2.3.2. VccnenoBaHne KapuoOTHIIA.

23.2.1.

Pa3zobpaTp 1enb, CYIIHOCTH M BO3MOXKHOCTH HCTIOJB30BAaHUS  METOIHK

HCCJICAOBAHUS KapUOTHUIIA.

2.3.2.2. 3y4uTh COBPEMEHHYIO HOMEHKJIATYPY XPOMOCOMHBIX MYTAlHil.

TabOmuma 6
CoBpeMmeHHas HoMeHKIaTypa xpomocoMubix mMytarmii (ISCN, 2005)
ace - aueHTpUYecKHil _(parMeHT add | - nonosnHMTENBHBIN MaTepual HEH3BECTHOIO IPOUCKOXKICHHUSI
cen - IGHTpOMepa chi - XUMepa
chr - XpoMocoma cht - XpoMaTuza
del - jeneryst dn |- BHOBb BO3HHKILAs XPOMOCOMHAsI aHOMAUIHSI
dic - JIMLEHTPUYECKAsT XPOMOCOMA dir - TIPSIMOM
dup - JYIUTHKALS der | - npomsBoaHas Xxpomocoma
fis - IICHTPOMEPHBII Pa3pbIB fra | - nomkwii yqactok (dparmibHbli)
g - mpoben H - KOHCTYTHBHBIH I'€TePOXPOMATHH
i - H30XPOMOCOMA ins - MHCEpIWs (BCTaBKa)
inv - UHBEPCHs idic - M30JMIIEHTPUYECKAs  XPOMOCOMa
mar - MapKepHas. XpoMocoMa mos [ - mosank
mat - MAarepUHCKOE MPOVCXOKIEHHE or -IbTEPHATHBHAS WHTCPIPUTALIS
p - KOPOTKOE TLIEYO0 XPOMOCOMBI pat | - otuoBckoe mponcxoxaenue
pter - KOHeIl KOPOTKOTO Iuieya Ph -(unanens duiickas  xpoMocoma
(p+g-) nam (p-q+) - [ICPULICHTPUYCECKAsT MHBEPCHS psu -[ICEBJI0
q - JUIMHHOE IUIEY0 XPOMOCOMBI gter | - xoHer jumHHOTO IUTEYa
r - KOJIbLIEBAs. XpOMOCOMa rob | -poGeprcoHOBCKas TpaHCIOKALwst
rea -[iepecTpoika rcpt | - peumnpokHas TpaHCIOKaLwst
rec - PEKOMOMHAHTHAsT XpOMOCOMa sce - CECTPMHCKHME XPOMATH/IHbIE OOMEHBI
S - CITyTHHK stk | - cryTHHYHAsS HHTH
t - TPaHCIIOKaLKs ter ~-TEPMUHAIbHBIA WM KOHLEBOW Y4acTOK
tan -TaHJIEMHas TIEpPECTpoiiKa tel - TeJIOMepa
ter -KOHELl XPOMOCOMBI upd | -omHOpoOaMTENBCKAsS AECOMUS
(+) - YBEJIMYEHHE JJIMHBI IIeYa (-) - YMEHbIIEHHE JUTHHBI IUIeYa
i - pa3pbIB U COCAUHEHHE . - pa3pbIB (0€3 COCaMHEHNSI )

2.3.2.3.

Hcnonb3yss HOMEHKIATYpy XpOMOCOMHBIX MYTalii peLMTh CHUTYallOHHbIE

3aaym.
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2.3.2.4. luddepeHmmanbHas OKpacka XpOMOCOM MpU IUTOI€HETHYECKOM HCCIIE0BAHUM.
I[lo pucynkam pa3o0paTh COBpEeMEHHbIE METOAMKM HCCJICAOBAHUA  KapUOTHIA

(cTanmaprHoe (PYTHMHHOE) OKpAaIllMBAaHHE, CXEMATHUECKOE W300pa)KeHWE PHCYHKA CEerMEHTaIU
xpomocom ipu G, R, C-okpacke).
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2.3.2.5. MoneKyIsipHO-TIATOre HeTHIeCKasi TarHOCTHKA.
2.3.2.5.1. Pa3oOpaTep mOKa3aHMsi K TPUMECHCHMIO W COBPEMEHHBIC TMPEJICTABICHUA O
MOJIEKYJISI PHO-IIMTOTeHe T M ecKoil uarHoctuke (FISH-meTomsr).
Ilokazanus kK MONEKYIAPHO -YUMO2EHEeMUUEeCKOU OUACHOCIUKE:

1. AHamm3 ciydaeB CJIOKHOTO XpPOMOCOMHOIO MO3aMIM3Ma C HEOONbIIMM KJIOHOM aHOMaJbHBIX
KJIETOK;

2. OrmpeneneHie TPOUCXOKACHMS M TEHETHYECKOrO COCTaBa JIOTIONHUTEIBHBIX MAapKEPHBIX
XPOMOCOM;

3. HneHrudukamyst XpoMOCOM, BOBJIEUYEHHBIX B CIJIOXKHbIE TNEPECTPOMKM TNpH ydacTuu 3-X
XpOMOCOM | OoJee;

4. YTo4yHeHME TOYEK pa3pblBa Ha XpOMOCOMaxX M IOTE€pPh TI'EHETUYECKOro MaTepualia Ha
XPOMOCOMHOM H CYOXpOMOCOMHOM YpPOBHAX B CJydae CJIOKHBIX XPOMOCOMHBIX aHOMaJIiid
(cObanaHcupoBaHHbIE W HecOalaHCUPOBAHHBIE TPAHCIIOKAIMH, OCOOCHHO CEMEWHBIC CITydau)
WIN TEJIOMEPHBIX (CYOTEIOMEPHBIX) XPOMOCOMHBIX JI€JICLIH;

5. Hnenrudukaimst JOMKOH XpoMOCOMBI X TMpU YMCTBEHHOM OTCTAJIOCTH, CLEIVICHHOM C

JIOMKOM XpoMocomoil X;

AHam3 XpOMOCOMHBIX aHOMAJIM B OMyXOJISIX.

M3yueHue u BBIABICHHE BapHaHTOB XPOMOCOMHBIX alepparivil.

N o

2.3.2.5.2. PaccMoTpeTh 3Tanbl WICHTU(UKALMN JONOJHUTEIbHBIX MAapKEPHBIX XPOMOCOM.
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Cxema uoenmuguxayuu 0ONOJHUMELbHBIX MAPKEPHBIX XPOMOCOM

| s3ran - Knaccuueckuii IMTOreHETMYECKUN aHAJM3 KapUOTHUIIA U BO3MOXKHOTO TPOMCXOXK]ICHUS
MmapkepHoit xpomocoMbl (GTG, CBG — Mmetons! nuddepeHIMaIbHOro OKpaIMBaHus).

Il 3ran - ['wOpunm3aims in SitU «B MATKHX» YCAOBHSIX IS TPYITIOBOM OICHKH TPOHCXOKICHHUS
MapkepHoi xpomocombl: - JIHK 30m1 Ha Tpyrmy xpomocom 1, 3, 5, 6, 7, 10, 12, 16, 19;

- IHK 30H71 Ha rpymmy xpomocom 2, 4, 8, 9, 18, 20;
- JIHK 30H7 Ha rpymmy xpomocom 1, 11, 17, X;
- JIHK 30H7 Ha rpymmy xpomocoMm 13, 14, 15,21,22, Y.

Il 3ran - «HampaBneHHasi» TuHOpUnm3aIms B «KECTKUX» YCIOBWAX co criermpuunsivu JTHK-
30HIAMHU  OMpPEJACNEHHOW TPYMIbl  XPOMOCOM  JUII  TOYHOM  WICHTU(UKAImH
JIOTIOJIHATEJILHON MapKEePHOH XPOMOCOMBI.

IV sran — (monomuurensHbid). [wOpuam3alms ¢ «yHUKAJIbHBIMI) WM CAMT Crel(pUIHBIMU
JIHK-30HmaMuy, KapTUPOBaHHBIMKU B  ONpeNeNEHHOM paiioHe XpOMOCOM, ISt
OKOHYATEJIbHOIO YTOYHEHHS T€HETHYECKOTrO0 COCTaBa MapKEPHOM XPOMOCOMBI.

2.4. BUOXUMUYECKUM METO[.
2.4.1. Pa3obpaTh Ledb U MPUHIMII METOAA U €r0 Pojib B JUATHOCTHKE HACIEICTBEHHBIX
6onesneit oomena (HBO).
2.4.2. Ha mnpumepax auarHocTukd ¢eHwikeToHyprn u ap. HBO pazobpats
BO3MOKHOCTH HCIIONIb30BAHUS CEJIEKTHBHOIO O0CIJIE/JOBAHUSI M MAaCCOBOTO CKPHHHHIA.

2.5. MonekynspHO-TeHET MIECKUN METO.
C menpro o3Hakomienwsi ¢ meromamu JIHK-gmarHocTwku mnpocMOTpeTh y4deOHbIH
BuneodmwsM «llonmumepasHasi LemHas peakiys», OLUEHUTh NMEePCIEKTHUBBI U HEAOCTATKH.

3. Pa30op OONMbHBIX € XPOMOCOMHOM MATOJOTHEH.
Pa3zob6parp  kimaccupukaipio M KIMHMYECKHE  OCOOCHHOCTHM  paclpOCTpPaHEHHBIX
XPOMOCOMHBIX OOJIE3HeH denoBeka.

4. ITpuHIMITBI pacyeTa reHeTHIEeCKOro PUcKa NP XPOMOCOMHOM TMATOJOTHIL
W3yaurs Tabmuiy 7 W MpoaHATM3UPOBATH (PAKTOPBI, OMpEEISIIOIINE SMIMPHICCKUM PUCK
HACJICJIOBAHKS XPOMOCOMHOM TIATOJIOIHH.
Tabmma 7
SMIMMPYUECKUI PUCK TP XPOMOCOMHBIX BOJIE3HSIX
(mo C.1.Koznoso#, 2007)
Tpucomuu 13, 18, 21

Bospact marepu, rojsl Puck, %
<19 0,08
CyMMapHbIi 20-24 0,06
TOMYJISIMOHHBI  PUCK B 25-29 0,1
3aBHCHMOCTH OT BO3pacTa 30-34 0,2
MaTepH 35-39 0,54
40-44 16
> 45 4,2

Tpucomus 21 (cunopom /layna)

lloBTOpHBINM PUCK cUHOpPOMA /JlayHa IUId CHOCOB IPOOaHOa B
3aBHCUMOCTH OT BO3pacTa MaTepu

[TpocTas TprcomHas Bospact matepu Prck
dopma Mo 35 yer 1%
Csoiitie 35 net Y ABOCHHBIN PUCK MJI TaHHOW BO3pAaCTHOM
TPYIIIBI




TpaHcnoKaIOHHAS Puck nyst cuOCcoB B criopaindecKux cilydasix (Mpd HOpMalbHOM
dopma KapUOTHIIE POIUTEINICH) COOTBETCTBYET MPOCTON TPHCOMHU.
Puck i moromcTBa ITon HocuTens
HOCHUTEJIEW CEMEMNHBIX T TpancIoKaLH KCHIINHA MyX4IHHA
POGEPTCOHOBCKHX (21922q) 7% 2%
Tpanciokatii (%) (21q14q) 10% 2,4%
(21921q) 100% 100%
Mo3zauiusm y pojurenen Puck = x/ (2-x)*2, rae X — 10J1s1 aHOMaJbHOTO KIETOYHOTO KJIOHA
Cunopom Ilamay (mpucomusn 13) u I0éapoca (mpucomusn 18)
IIpoctas TpucomHast popma u Puck nnst cubcoB ouenb H3kui (Meree 1%)
CTiopaidecKasi TPAHCIOKALMS
MozammsM 'y poaurenei Puck = x/(2-x)*2, rae X — I0JIs aHOMaJIBHOTO KIIETOYHOI'O KJIOHA
[ToBTOpPHBII pUCK HecOaTaHCUPOBAHHBIX
Tun XPOMOCOMHBIX aHOMAaJIMi i1 CHOCOB
. TPAHCJIOKAH TI0JI_HOCHUTEJIs
CewmeiiHble TpaHCIOKALMU C SKCHITIIHA MYKIMHA
ydacTHeM XpOMOCOMBI 13 (13g14q) 20 1%
(13915q) 2% 1%
(139130q) 100% 100%
(139210q) 10-15% <1%

CmpyKkmypHovie aHOMAIUU AYMOCOM
Puck nist cuOCOB B CHIOpAaIUIECKUX CITydasix
(Ipy HOPMAJILHOM KapHOTHUIIE POJUTEIICH)

Ouenp Hm3kuit (MeHee 1%)

3ABEPHIAIOIIIHH KOHTPOJIb YPOBHA 3HAHHH
1. IlpoBecTu camMoOCTOSTEIbHBIH B3aUMOOCMOTpP CTY/AEHTA; JaHHbIE OCMOTpa BHECTH B KapTy

deHoTHIA.
KAPTA ®EHOTHUIIA

Crynenr Bozpact  mer Ilom
Macca Poct Tenocnoxenue _
Koorca: Ilookosxcnan knemuamka:
Bonocwi: Hoemu:
T'onosa: okpyxHOCTh __ cM; (hopma ; 100 ;3aTBUIOK
pocT BOJIOC HA JIOY ; POCT BOJIOC Ha 3aTbUIKE
Yuinvie paxosunvi: pacronoxenue ; XapaKTep U3MeHEeHUI
Oénacmeo 2na3 u 2naszmnoe AOIOKO: PaCCTOSHUE MEXNY BHYyTPEHHUMH YIJIaMU ITla3 ___ CM,
paccTosiHUE MEXKAY 3padykaMd __ CM; [Vla3Has IIeJib __ CM; pa3pes ria3 ;
BeKH ___,pecHmmbl ;opoB ; HAOOpOBHBIE Myr®
Hoc: dpopma ; KpBUTbSI HOCA ;
XapaKTep U3MEHEHUI
Oénacms pma: nvpyHa pra ; YIJIBI pTa ;
T'yOBI: youwbTp ; XapaKTep M3MEHECHUI
Bepxnas u vuscnan uentocmu:
3ybwr: hopma ; TIBET M ; TIPUKYC ;
aQHOMAJIMH Pa3BUTHUS
Hzoik: Heoo:
Hlea: I'pyonasa knemxka:
Ilo360H0uHUK:

Ilosaca koneunocmeit: cpopMupoBaHbl 1O THITY
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Bepxnue koneunocmu: nporiopioHATbHOCTD _ ; CHAMMETPUYHOCTD ;
Hujicnue Koneunocmu: npornoplMOHATBLHOCTL  ; CAMMETPHYHOCTD ;
XapaKTep U3MEHEHUI
Ymucs10 BhISABJI€ HHBIX MUKPONIPH3HAKOB —
[Moamues cTynenra [Toanucr npenonaBatesns
3AHSATHUE Ne?2 « » 20 1.

Tema: I'ennbie 00J1€3HHA YeJI0BEeKa, METOAbI HATHO CTHKH.

Meauko-reHeTH4ecKoe Ko HCYJ/IbTHPOBAHHUE M IIPCHATAJBbHAA IUAI'HOCTHKA.

lleflb 3anamun.: HSy‘II/ITb MCXaHM3MBI IIATOICHE3a MOHOI'CHHBIX 38.60JI€B8HI/II‘/'I; HaYyYUTHCA

pacmo3HaBaTh OOLME MPH3HAKK TEHHBIX OOJNe3HeH, M3YyYUTh MHHHUMAJIbHbIE
JMaTHOCTMYECKUE TPH3HAKU OTAEJIbHBIX HO30JIOTMYECKHX (OPM C pa3HbIMU
THIIAMH HacleaoBaHwsi. Hayuwrhcs pacrnio3HaBaTh oOONiEe W YacCTHBIE
MPU3HAKK HACIIEJACTBEHHBIX OOJe3Hel OOMEHa BeIIECTB, JAUATHOCTHUECKHUE
KpUTEpUM  OTAEJIbHBIX  HO30JOTMUecKuXx  (opM, pa3o0paTh OCHOBHBIC
NPUHIMIIBI ~ JTMaTHOCTHKM ~ TeHHbIX  3a0oneBanuid.  Omnpenenurs  poib
HACJICICTBEHHBIX M CPEAOBBIX (DaKTOpPOB B TMPOSBICHAM OOJE3HEH C
HACJICICTBCHHBIM  TPEAPACTIONOKECHIEM; pa300paTh OOIMEe TPUHLMIBI K
mupQepeHIMaIbHON  THATHOCTHKE — MYJbTH(AKTOpHAIBHBIX  3a0oneBaHuMit
(M®3). HM3yuurh OSTHONOTHIO, KIACCUPUKAIMIO BPOXKIEHHBIX TOPOKOB
pazpurust (BIIP), mpuHipmer opranmzaimm monmTopuara BIIP B peruone.
W3yunurp STamel MEIUKO-TCHETHIECKOW TIOMOIIM HACEIICHMIO B CHCTEME
3apaBooXpaHeHuss cTpaHbl. O3HAKOMUTBCA C  pabOTOM Ky6aHckoii
MEKPETUOHAIbHOU MEUKO-T€HE T €CKON KOHCYJIbTalMH (MI'K);
OTpe/IeJIUTh TIOKa3aHus NJisi HampaBieHus OompHOro B MI'K; o3HakoMuThCs
HOPMATUBHBIMU JOKyMeHTamMu M3 P® mno oprammaimym U TOPAIKY
MPOBEACHUSI MEJUKO-TEeHETHYECKOr0 KOHCYJAbTHpOBaHMs Haceienusi PO.
W3yunurp STHYECKHE, TPAaBOBBIE M COINMAIBHBIC TPOOJIEMBI MEIHUIMHCKON
TCHETHKHL.

Bonpocwvl ona camonoozomosxu:

1.
2.

3.

oo

DTHONOTHS Y MIATOTeHEe3 TeHHBIX OOJIe3HeM.

Pa3HooOpasue TposiBICHWIA TEHHBIX MYTAaIlMi HA Pa3JMYHBIX YPOBHAX (KJIMHUYECKHA,
OMOXMMHYECKHH, MOJICKYJISIPHBIN).

Knaccugukamiy MOHOT€HHBIX 3a00JIeBaHUA.

KimHuka W TreHeTMKa MOHOI€HHbIX OOJe3HEH, CONPOBOXKIAIOUIMXCS — BPOXKIACHHBIMU
MOPOKAMH pa3BUTHS  (9KTOIEpMalbHasl IUCIUIA3Msl aHTUAPOTHYECKasi, CUHApPOMBI: HyHaH,
Kaprarenepa, Mexkkemns, Anepa, PyOunmreina-Teiton, Kopuemmm ne Jlanre, PobGeprca,
Jloypenca-Myna-bapne-bunis).

[TaToreneTnueckas knaccudukaimsi HacyieICTBEHHbIX Oone3Heit oomena (HBO).
Knvanueckue TposiBICHUST HEKOTOPhIX Oone3Hell oOMeHa BemiecTB ((PeHIIKETOHYpUS,
BPOXKICHHBI TUIOTHPEO3, TaJlaKTO3eMUs, aJIpeHO-T€HUTANBHBIM  CHHAPOM, CHHAPOM
Mapdana, ODnepca-JlaHno, MYKOBHUCIMI03, MYKOIOIMCAXapuao3bl, Oone3Hr Bmibcona-
KonoBasoBa, anpOvHM3M, TOMOIMCTHHYPUs, (BocdaTanadeT, HECOBEPIICHHBI OCTEOTEHE3).
3HayeHWe W OCHOBBI KIIMHUKO-T€HEAJIOTMYEeCKOr0 METO/a B JIMATHOCTHKE HACJECTBEHHBIX
OoIe3He .

MeToauka NpoBeACHUS KIMHUKO-T€HEaJOrHdeCKOro HCCJeIOBaHUsS OONBHOTO U YJICHOB €r0



9.

10.
11.
12.
13.
14.
15.
16.
17.
18.
19.
20.
21.

22.
23.
24.
25.
26.
27.
28.
290.

30.
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CEMbM.
Twrnbl HacnegoBaHus 3a00IeBaHUI

CoBpeMeHHbIE METO/IbI IMATHOCTUKU HACIIEICTBEHHBIX OONE3HeW oOMeHa.

M®3, ux renes, KnaccupuKaImsi, KIMHAYCCKUAA TOTUMOPPHI3M.

MeTtonsl fuardocTukn M@3 yenoBeka.

['eHeTHMUECKMIT PHCK MIIEMHYECKON OOJIE3HH Cep/lia, CaXapHOro nquadera u Jap.

BpokeHHbIe TIOPOKH PA3BUTHS: ITHOJOTHS, KJIACCU(PUKAIMS, MOHUTOPHHT.

[IpyHipmer opranmzaimmu ¥ 3agauu MI'K.

[Tokazanus 17151 HAaNpaBJIeHUsT OOJNBHBIX HA MEJUKO-TE€HETUYECKOE KOHCYIILTUPOBAHUE.
[TpuHIMITBI KOHCYJABTUPOBAHUS M OLEHKH T'€HETUYECKOIro PHUCKA.

MeToab! 1 IIOKa3aHuI I IMTOT€HETHYECKUX U OnoxuMmnueckux uccienosammii 8 MI'K.
CoBpeMeHHbIE METO/IbI MPEHATAIHLHOM JUATHOCTHUKHU: TOKA3aHUs, CPOKU MPOBEICHUS.
DTUdeckue, MpaBoBbIE U COIMANIbHbIE NPOOJIEMbI MEIUIMHCKON T'€HETUKH.

OOmme BOMPOCHI STHOJOTWH, MATOreHE3a, KIMHUUECKYI0 XapaKTEpPUCTUKY U OCOOEHHOCTHU
TEUEHUs Pa3IUYHbIX MOHOTEHHBIX W MYJbTU(AKTOpHATbHBIX 3a00JIeBaHMIL

OpdanHbie HACIIEICTBEHHBIE OOJIC3HNL

[TokazaHus K cTEIMAIbHBIM METO/aM 00CJeIOBaHUS B IMATHOCTUKE TCHHBIX OOJIe3HEM.
CyIHOCTD TPOBEEHNS KIIMHUKO-T'€ HeaJor MMEeCKOro MeTOo/a.

Tunbl HacnegoBaHus 3a00JIeBaHUI.

[TpyHIFIBI JIEYEHHS ¥ METO/BI JUATHOCTUKHM M MPOPWIAKTHKU TEHHBIX OOJIe3HEe.
OCHOBHBIC KJIacChl OMOXMMHUUECKUX HAPYIICHUHA OOMEHA.

[Tokazanus K OMOXUMHYECKOMY T€HETHICCKOMY FWICCJICIOBAHHUIO.

CyIHOCTh  MOJIEKYJISIPHO-TEHETUIECKHX METOJOB JIMATHOCTUKM, WX BO3MOXKHOCTH U
OrpaHUY CHHSI.

[TpuHIMITEI  MCTIONB30BAaHKUS KOMIIBIOTEPHBIX JIMATHOCTHYECKHX MPOrPaMM B JIHATHOCT HKE
HACJIECTBEHHBIX OOJIE3HE.

Jumepamypa: 1.1. C. 136-218, 270-252, 397-433, 434-538;

1.2. C. 51-125, 142-162, 200-217, 289-290, 322-339, 379-396, 396-402, 410-416;
1.3. C. 94-131, 160-190;
1.4. C. 15-17, 21-25, 43-44, 59, 67, 76-77, 88-89, 103-104, 111-112, 119-121,
144, 147-148, 153-154, 189-190, 165-166, 168-174, 194-196, 232-233, 237-238,
308, 309-313, 327-365.

JAOJUKEH 3HATH:

1. Ilpunimmel OucTAHCEpM3AalM OONBHBIX M YJICHOB HX CEMeW B TpyIax MOBBIIIEHHOTO
pHCKa pa3BUTHS NATOJIOTHN.

2. MexaHmMbl peayBald  HACIICACTBEHHOrO mpeapacnonoxkenus k M®3. Ilomsatue o
MPEIVKTUBHOM (TpecKa3aTeNbHOH) MEIUIMHE U FeHAX MPEeIpacrioioKeHHOCT H.

3. Kiaccudpukampro BIIP, mpuHIIUIBI AMATHOCTHKU M PETUCTPALHHL

4. TlpuHimrbl OpraHm3alii MeIUKO-TeHeTHIeCcKoi ciyxObl B Poccun u okazaHue MeIIHKO-
TE€HETUYECKON TIOMOIM HACEJIEHHUIO.

5. Dramel U COIEpKAHME MEJUKO-TEHETHIECKOr0 KOHCYJIbTHPOBAHMSA; TOKAa3aHWs JJis
HampaBJIeHUs OOJbHOIO Ha MEIMKO-TE€HETHYECKOE KOHCYIbTHPOBAHME.

6. IlpuHmMbEl W METOABl TPEHATANHLHOM JWATHOCTUKH HACJIEJICTBEHHBIX M BPOXKIEHHBIX
3a00NeBaHN; MOKa3aHUs, CPOKU MPOBEACHHUS, NMPOTHBOINOKA3a HUS.

7. MaccoBble TMpocEeWBAIONE TMPOrpaMMBbl (CKPUHHHT): HAa3HAYCHHWE, YCJIOBUS TIPOBECHHS,
nepeveHb 3a00JIEBaHMI, MOAJIEKAIMX CKPUHUHTY.

8. OCHOBBI  3aKOHOJATENbCTBA O  3/APABOOXPAHCHMM W JUPEKTHUBHBIE  JIOKYMEHTHI,
OIpEeJEIIONME EeSATELHOCT OPraHOB U YUPEKICHUN 31paBooXpaHeHus B POD.

9. IlpunHmymnbel aucniaHcepu3almy OOJBHBIX C HACJEICTBEHHBIMU 3a00NIEBaHMSIMHU, PETUCTPHI
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HaCJICACTBCHHBIX 60HC3H€I71; MNPUHOWIIBI COCTABJICHUA W HCIIOJIb30BAHUA B Hp&KTPI‘-ICCKOﬁ
MCOUIMHEC.

10. MenauKo-TicUX0I0rHaecKue U OTUYECKUE OCOOEHHOCTH  MEJIMKO-TEHETHYECKOro
KOHCYJIbTUPOBAHUSI.

JO/UKEH YMETh:

1. Peumrs 3amayu Mo mpenJiaraeMbIM POJOCIOBHBIM C CHHAPOMOM MOHOTE€HHOW 3THOJIOTHH:
COCTABISITh CXEMY, JIETEHIY pPOJOCJIOBHOM, ONMPENEeNsATh THII HACJIEIOBAaHMS, 3HUTOTHOCTH
YJICHOB POJOCTIOBHOM U MPOBOAUTH PACUET PUCKA MOHOT€HHOM MATOJOTHNL

2. YcTaHaBIMBaTH = TPEJBAPUTENIbHBIA  JWArHo3 ©W  TNpoBoauTh  auddepeHmanbHyro
JIMaTHOCTHKY MOHOT€HHBIX CHHIIPOMOB.

3. CobupaTh aHAMHECTUIECKHE JTAHHBIC W IeHeAJIOTMIECKYI0 MH(pOopMaImio.

4. CocCTaBiATh pONOCIOBHYIO, TNpEACTaBUTh €€ B TIpaguIecKoOM BHIE U NPOBECTH
reHeaJOrMYeCKUi aHaIu3.

5. OmpenensTh TMOKa3aHus Ui HANpaBICHUS HAa KOHCYJAbTAIMIO K BpauaMm Jpyrux
CrHelMaIbHOCTEH U TPOBEJEHHS CIELMalIbHBIX HCCIIEAOBaHH (MOJEKYISIPHO-T€HETUYECKOE,
YIILTPa3ByKOBOE U JP.).

6. OdQopMIATh MEIUIMHCKYIO JOKYMEHTAIMIO JUIi HANpaBiIeHWs HA MEJIMKO-TeHETHYeCKOe
KOHCYJIbTHPOBAHUE.

7. Wzmaratb  pe3yibTaThl KIMHUKO-TEHEAJIOTMYECKOr0 U JIa0OpaTOPHOTO HCCJEIOBAaHUS B
UCTOpHH OOJIE3HU TIAIMCHTA.

8. OueHuTh pe3ynbTaThl Ja0OPATOPHBIX U CTIEIMATBLHBIX METOIOB HCCIICJOBAaHUSA U MPOBECTH
mupdepeHmmasHyro nuarfoctuky HBO.

9. OOGocHOBaTh TaKTUKy J€UeHHs OOJBHOTO C HACJIEJCTBEHHBIM 3a0oNeBaHMEM (HAa TOMY, B
JETCKOM CTIeIMaIM3UPOBAaHHOM YUPEKIEHHH, CTaIMOHApE).

10. IlpoBomurs mNpOQWIAKTHICCKAC MEPONPUITHS, HANPABJICHHBIE HA  TPETyNPEIKICHHSI
HACJICICTBEHHBIX M  BpPOXKIEHHBIX  3a00JE€BaHM;  CHIDKEHME  4YacTOThl  IIHMPOKO
pacmpoCTpaHEHHBIX 3a00J1eBaHUI MYJIbTH(PAKTOPHAILHON TPUPOIBL.

11. Ompenensitb  HEOOXONMMOCTH  HAMNpaBICHUS  MAIEHTOB HA  MEJIMKO-TEHETUYECKOE

KOHCYJIbTUPOBaHHUE, OOecrevnBasi HEOOXOAMMOMN JTOKyMEHTaIUeH.

BHEAY/THTOPHAA CAMOCTOATE/IBHAA PABOTA
1. Kpurepun pa3HbIX THUIOB HACJICIOBAHHS 3a00JieBaHHUMA.

CaMoOCTOSATENbHO M3YYUTh KPUTEPHH pa3HbIX THUIOB HAcJieJ0BaHMS 3a00ieBaHM. 3aroiIHUTh
rpadsl.

Aym OCOMHO-0OMUHAHMHOE HACNE006AHUE:

Nogk~owdE

[Tpumepsl 3a0oneBanmit

Aym OCOMHO-peueccueHoe Haceoosanue:

arcwODdNd R




6.
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7.

[Tpumeps! 3a001eBaHMiA

X-cuenﬂennoe OOMUHAHMHOE HAC/IE006AHUE:

1.

2.

3.

4.

[Tpumeps! 3a601eBaHMi

X-cuenﬂelmoe peueccueHnoe HacneooeaHue.

NogkrwbdpE

[Tpumeps! 3a601eBaHuit

Mumoxonopuanvnoe Haciedosanue:

1.

2.

3.

[Ipumeps! 3a001eBanMit

2. Ilpm moAroTOBKE K 3aHATHIO W3YYUTh JMATHOCTUUECKUE KPUTEPUM U THIl HAcJeJOBaHUA
MPEICTABICHHBIX HO30JIOTMIECKHX ()OPM TCHHBIX OOJIE3HEH YesioBeKa, BHECTH UX B Tabmmry 10.

Tabma 10
Kimmnuye ckasi XapakTe pUCTHKA ¥ THII HAcJie JOBAHNSI TeHHBIX 00JIe3He i YesoBeKa
C K r
MHIPOM MHUYECKas XapaKTePHC THKa HACIIeIOBAHHS
1 2 3

Kaprarenepa
Hynan
(TepHEpOBC KU

(heHOTHIT C HOpMAITB-
HBIM KapHOTHIIOM )

9RTO)_IepM aJIbHad
AUCIITIa3 U
AHTHAPOTHYIECCKAsA

MekkeJst

Amepa
(axponedanocunmax-
s, v 1)
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[Tponomkenre Tabmmp! 10

3

PoGeprca

Jloypenca-MyHna—
Bbapne-bunasn

3. Ilpu moAroToBKE K 3aHATHIO W3YYHTh JHATHOCTHYECKHE KPHTEPUM U JIaOOpaTOPHYIO
JIMaTHOCTHKY TpPE/ICTABJICHHBIX HO30J0THUeCKUX (popm Oosie3Heid oOMeHa BEIIeCTB, BHECTH

ux B Tabmry 11.
Tabmuma 11
JluarHocTHye CKMe KPUTEPHUH U JA00PATOPHAs THATHOCTHKA
HacJieICTBe HHbIX 00Jie3He il 00MeHa
3aboseBanue MuHMMANTBHBIE THArHOCTHYECKHE PU3HAKH JlabopatopHas
JIMAarHOCTUKA
1 2 3
|. Hapywienue amunokuciommuozo oomeHna
DeHIITKETOHYpHUS
Il. Hapywenue yeneeoonozo obmena
TI'anakroszemus
Myxkononcaxapuio3bl

I'ypiep cungpom
(v 1)

Mopkuo cuHAPOM

(e 1V)

. Hapywenue nunuonozo oomena

Humana-Iluka
60s1e3Hb (chuHTO-
MHEJIOJIUTNIO3)

IV. Hapywienue oomena coeOunumenvHoii mKkanu

Mapdana cunapom

Daepca-Jlanioca
CHHIPOM
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[Tponomkenrie Tabmmpr 11

2

3

V.Hapyuwienue mpancnopmHsxX cCUcmem

MykoBucuMI03

VI Hapywienue obmena 20pmonoe u ux mpancnopma

AZpe HOTe HUTAJIbHbIH
CHHAPOM

I'mnorupeos
BPOA/1€e HHbII

VIl Hapywenue oomena memanios

Buanbcona-Konosa-
JoBa 00J1€3Hb
(rematonaeHTMKYISIp-
Hasi JICreHepaIysl)

4, H3y‘~II/lTI> H 3aI1mcaTb O6I_I_II/IC IPU3HAKH OoJe3Hel ¢ HaCJICACTBCHHBIM IPCAPACIIOJIOKCHUCM !

1.

2.
3.
4.

5. M3yuwth 1 3ammcaTh B TETPaab BUIBI MPOMIWIAKTHKN HACJICICTBEHHBIX 3200JI¢BaHHIA.

Ilepsuunas npogunaxmuka -

Bmopuunas npogunakmuxa -

TIpemuynas npogunakmura -

6. 3amicaTh OCHOBHBIC IIOKA3aHUS AJiL HaAllpaBJICHUA TIAUCHTOB HAa MCIUKO-TCHCTHUYCCKOC

KOHCYJIbTUPOBAHHE :

NouokowdhE

8.

KOHTPOJIb HCXOJHOTI'O YPOBHA 3HAHHH (onpoc, TeCThI, CHTYaIlHMOHHBIC 33]1a4N).

IIPAKTHYECKAA PABOTA:
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1. TlpuHIHIBl AMATHOCTMKM MOHOT€HHBIX CHHIIPOMOB.
1.1. Pa3oOpaTh 00IIMe NPUHIMITEI JTUATHOCTUKU TE€HHBIX OOJe3HEHl.
1.2.BO3MOXHOCTH  HUCTIOJIb30BAHUA ~ CHHAPOMOJIOTMYECKOr0 aHalM3a U KOMIbIOTEPHBIX
JMaTHOCTHYECKHUX TporpamMM il auddepeHIaabHOM THATHOCTUKA TEHHBIX OONe3Hen
(O3HAKOMUTBCS C OOLIMMHU MPUHIMIIAMU PaboTHl H(depeHIMaIbHO-UarHOCTHIECKOro
U TONCKOBO-AMATHOCTHMYECKOTO  PEXMMOB  KOMIIBIOTEPHBIX  TPOrpamMm 1o
HACJICICTBCHHOM MATOJIOTUHA YEJIOBEKA).
1.3. KimmHuko-reHeaiormdecKuii MeTO.I.
Pemenvie curyanmoHHsIX 3ajay (MOCTPOCHHE W aHAJM3 POAOCIIOBHBIX C OOJIMTATHBIM U
(baKyIbTaTUBHBIM HOCUTEJILCTBOM I'€HA, PACCUMTATh F€HETHUECKUI PHCK).

1.4. Kimanaeckuii pa360p OOJIBHBIX C MOHOTCHHBIMH CHHIPOMAaMHU.
[IpoBecTr ocMOTp OOJNBHOTO W 3amlOJHATH Kapry ero ¢esHoruna. [IpoBecTn pacuér

TeHEeTHYECKOTr0 pUCKa Uil CHOCOB U AeTel mpodaHsa.

KAPTA ®EHOTHUIIA
[TpoGann Bozpact  ner Ilom
Macca Poct Tenocnoxenue
Koorca:
Hozmu:
Bonocwi:
Ilookoscnasn knemuamka:
T'onoga: okpyXHOCTb ___ cM; opma ; 100 ;3aTBUIOK
POCT BOJIOC HA JIOY ; POCT BOJIOC Ha 3aTBUIKE

Yuinvie pakosunwi: pacnonoxenue ;
XapaKTep U3MEHEHUN
Ooénacmo 2na3 u 2naszunoe A0I0KO: PaCCTOSHUE MEXIY BHYyTPEHHUMH YIJIaMu IJla3 __ ;

PacCCTOAHUEC MCIKAY 3pavKaMu , TlIa3Has b )
pas3pe3 1i1a3 , BCKH 5 P€CHULIBI )
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OpoBu ; HaJIOpOBHBIE TYTU
Hoc: dpopma ; KPBUIbSI HOCA ;
XapakTep M3MeHEHUI .
Oobnacms pma: MypyHA pra ;yomelpra ; TyOBI: ;
¢wIbTp ; XapaKTep U3MEHEHUH
Bepxnaa u Husicnan wentocmu: pazMepsl ; TIOJIBIDKHOCTh ;
XapaKTep U3MEHEHUN .
3yob1: popma ; IBET dMaJIU ; IPUKYC ;
aHOMAJIMA Pa3BUTHUA
Azwik: Heoo:
Llea: I'pyonasa knemka:
Ilo360n04HUK:
Ilosaca koneunocmeit: chopMuUpPOBaHbI TIO THITY,
XapakTep M3MeHEHHU
Bepxnue xoneunocmu: nponopuMoOHaILHOCT _ ; CHUMMETPUYHOCTh ;
XapaKTep U3MEHEHUN .
Hujichue Koneunocmu: NponopiyioHaIbHOCT . ; CHAMMETPHIHOCTD ;
XapaKTep U3MEHEHUN
Hepenas cucmema u op2amsl 4yecme
Cepoeuno-cocyoucmas cucmema
Opzanot ovixanusn
Kenyoouno-kuwieunwtii mpaxkm
[Teuenn Cene3eHka
Mouegvioenumenvnan cucmema:
Ilonoewie opzanwvi:
Kenesvt 6nympenneii cekpeyuu:
Il cuxuueckuii cmamyc:
IIpexBapuTe IbHBIM IUATHO3
PesynbTaTsl 7a00paTOPHBIX HCCIIEI0BAHMUIMA
OKoHYAaTeJbHBI THATHO3
Pooocnoenas cembu:
I'enemuueckuii puck njs cuécoB npodanga %
aJis AeTeii mpoGanga %

2. Monuropunr BIIP.

ITo TabmmaMm u cnaiiam pazo0path KIMHUKY MoHuTopupyeMmbix BIIP B KpacHogapckom kpae

u Poccuiickoii @expepalyy; NPUHIMIBI MPOBEACHUS  MOHUTOPHHTA

BIIP;

Me€IHKO-

TEHETUYECKOE TIPOTHOCTUIECKOE KOHCYJIbTHpoBaHUE OoibHBIX ¢ BIIP 1 uneHoB ux cemeil
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3. T'enernueckue W cpenoBbie (DAKTOPHI PUCKA MIIIEMHMECKOW OoNe3HH cepana (3amoHUTh

Tabmmty 12).

@dakTOpHI pHCKa aTepoCKIepo3a

Tabmuma 12

I'eneTnueckue GaKkToOpsI

CpenoBbie (GaKTOpbI

4. TlpyHIMITBI OTpeNeNICHNs] TeHETHIECKOro PUCKA MPHU MYJIbTH(PAKTOPHAIFHOM TAaTONOTHH.
[To Tabmue 13 pazo0paTh SMIMPHYECKUH PHCK MPH MYIbTU(HAKTOPUATIBHBIX 3a00IE€BaHUSX.

Ta6mmma 13
OMIMPHYECKUH PUCK TPU MYITbTHU(PAKTOPHUATBHBIX 3a00IeBaHMSIX
Puck, %
3aboneBanHue JIOTIOTHUTEITbHBIC YCIIOBUS| U1 CHOCOB IS
OTOMCTBA
1 2 3 4
AmHredanms, nocJie 1 60J6HOTO 2-5
YEpPEMHO-MO3TOBBIE TPBDKH nocJje 2 OOJIBHBIX 10
nocJie 3 OOJIEHBIX 15-20
Tunpouedanust BposkieHHAS nocie 1 GoipHOrO 2-3
Pacmienunaa ryos! w/wnm HEOa 4 4
Pacmienmaa HEOa 2 6-7
ATpesus IeBoaa <1
ATpe3us ¥ CTEHO3HI aHyCa U MPSIMOU KUIIKA | Tpo0aH]T JeBOYKa <1
npoOaH MaJIbUUK 7-8
IMopoku pa3BuTHs MOYEK (arUIa3us, TUMOILIA3HUS, HCTOIHS, CPAICHHS) OKOJI0 2

I'mmocnaaus

10 — nuist OpateeB

Onmc maaust

2 — st OpatbeB

BpoxxnéHnpIii BRBHX Oempa

npoOaH] )KSHIITUHA

1 — myst 6paTheB

5— nns cectép

npoOaH My>KYHHA

5 — st OpateeB

7 — ns cecTep

Kocomnamocts 2
AMIyTalyy KOHEYHOCTEH aMHHOTEHHOTO MPOWC X 0K ICHUS okouo 0
MHOKECTBEHHBII  PTPOTPHUIIIO3 CIIOPATUUECKUE CIIydan 5
MHOXXECTBEHHBIE ~ MOPOKM  Pa3BUTAS  HEKJacCHOUIUPOBAHHOTO 3
KOMILIEKca
Jetckuit iepeOpaiTbHBII mapamud B CNOPaAMYCCKHUX CJIydasx 2-3
NpY UCKITFOUEHUH POJIOBON
TpaBMbl MOHOT €HHBIX
CHHJIPOMOB
Mukpodransm B CTIOPAMYECKHUX CIYYasiX 12
Konob6oma rnaza B CTIOPaMUYECKHUX CITyYasix 10-20
Kocornasue 10-15




1 2 3 4
YMcTBEHHAs OTCTAIOCTh TDKENBIE HenuddepeH- 2,5-5
MPOBAHHBIE (HOPMBI
1 2 3 4
[Mm3odpenns ecJii 00JICH OJIMH U3 10
ecJIM OOJIBHEI 00a POIMTENS 40
CTIOpaJUUECKHUe CIydau 10
AddexkiBHBIE TICHXO3BI 5-10
I'myxoTa HesicHOM 3THOI0TUH cIIopajuyecKue cydan 17
OJIMH U3 POAUTENEH 3-10
00a poauTens Tiryxue 10-30
Anomanap Ilsepa-PoGena (pacuienunaa HeGa, MUKPOTHATHS, TJIOCCOITO3) 2-3
SI3BeHHast 00JIe3Hb KeNyaKa 7,5
SI3BeHHas OOJNe3Hb JBEHAIATHIICPCTHOM | B3pocias popma 9
KMIIKH neTckas popma 3
[copuas 16 20
Juddy3Hblii TOKCHIEC KU 300 10
3noKkauecm eennvle OnYxou
[psimo#t Kumku 5
Kenynka 5
MoJ09HOM xKene3bl 6-7
IlpencTaTenbHON Kene3sl <1
I proBumHOM JKeme3bl <1
Tena matku 6-7
Illeiikyn MaTKu <1
Annepzuyeckue 3a601e6anusn
ATOTIMYECKUH IepMaTUT 16
BponxuanpHas actma 8-9
CucTteMHasi KpacHasi BOJYaHKa 2-10
PeBMaTOMIHBIA apTpUT 5

5. 3aaun MeIUKO-T€HETHIECKOT0 KOHCY/IbTUPOBAHHS

arwnE

6. M3yuurpr HOpPMAaTHBHbIC IOKyMEHTBHl IO OpraHM3aliM M TOPSAAKY NPOBEICHUS MEIHKO-
TeHEeTHYECKOr0 KOHCYNIbTHpOBaHus HaceneHus: PO.

7. Bunibl METMKO-TEHETUIECKOr0 KOHCYJIbTUPOBAHUS (3aMOJIHUTh CXEMY).

MeﬂWe renGudbTHpoBanue

IIpocniekTMBHOE PetpocniexkvBHOE
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8. O3HaKOMUTBCS U YCBOUTH YPOBHU OPraHM3AIMU MEUKO-TE€HETHIECKOM MOMOIIM HACEICHHIO.

Tabmuma 8

CucteMa opraHM3ali MeJIUKO-TeHETUYECKOM nomoiu B PO

YpoBeHb

Ucnomurenn

3amauu

| — PaifoHHbBII U

Pomumenabie noMa, neTckue

Brissnenue BIIP 1 HacneacTBeHHBIX
3a00JIeBaHUI C BRIPAKCHHBIM KIIMHUYECKUM

(oOmnacTHBIC, KpacBhbIe,
pecryommkanckue MI'K)

Bpaun reneTku-mabopaHThI

ropoackoii (001as CeTh | MOJMKIMHUKA M CTAIIMOHAPHI, [ ——
JITY). PKCHCKIE KOHCYJIbTalliH (cunpom JlayHa, OTMIAKTUIAS U JIP.)
Il — PeruoHaIsHbIii BrisBaenue ocHoBHOM Maccel BIIP u
HACJICICTBEHHBIX IE()EKTOB C UCIIOJIb30BAHUEM
(ObnacTHble IeueOHO- Bpauu cnienpammcTe 6I/I(L)[X[/IMI/I‘ICC Kﬁx(}\)/lem OB. COCKIHBHOTO
npoQHUIAKTHIECKUE Pa3IMIHOTO PO QU AOB, KTH
o———— CKPUHHUHTA ¥ IIUPOKOTO CHEKTpa
yip (G YHKIIMOHAJIEHBIX M ETOI0B MICCIICI0 BAHUS
Il — Me:kperuonayisHbIi

BersiBrisieTcst ocHOBHas Macca XpOMOCOMHOM
MATOJOTHH ¥ YaCTh MOHOTEHHBIX 00JIE3HEH

IV — ®enepanbHbIi

Cnenmanmm3npoBaHHBIE MEJIHKO-

FrCHCTUYCCKHUE HECHTPBI, UM CIOIICC

nmabopaTopHOoe 000pyAOBaHHE U
pacroJararuye reHeTHIeCKUM
CTAIIMOHAPOM Ha 6a3ze KpYITHbIX

Brrsgsienue neteii ¢ 3a00€eBaHUAM U
HACJIEICTBEHHOTO TeHe3a My TEM HCTIOJIb30BaHUs
TECT-CUCTEM, MPOTPaAMM OHOXUMHUYECKOM
JIMarHO CTUKHU, CEJIEKTUBHOTO CKPUHUHTA,
poBeaeHus (D hepeHIHATbHO -IMAarHO CTHY €C KM
MEPOTNPUATANA IO BCEMY CIIEKTPY HACIIEACTBEHHON

NETCKUX OOIBHHIIL,

I1aTOJIOTUH

9. CtpykTypa MEKPETHOHATBHONH MEIHKO-TCHETHIESCKON KOHCY/IbTaIH.
Ha mnpmmepe KyOaHCKOH MeXpeTHOHATBHONH MEIUKO-TEHETUIECKON KOHCYIIbTAIN
(KMMI'K) myuurb CTPYKTYpY CIy>KOBI; 3aIOJITHUTh CXEMY.

CTPYKTYPA KYBAHCKOI MEXPET'MOHAJILHOU MI'K

KOHCYJLTATAUBHOE
OTAEJIEHUE

Il

JIABOPATOPUN

U

OTAETEHHUE _
IIPEHATAJIBHOU
JUATHOCTHUKHU

Juy

9. [IpenaTanbHasi TMATHOCTHKA.
6.1. IIpocmotp u ob6cyxknenre yuyeOHoro pmwibMa «lIpeHaTtaibHas AUATHOCTHKAY.
6.2. Pa3o0parh MeTOABl TpEeHATAJbHOM NWATHOCTUKH, TIOHATHSI, TIOKa3aHWS H CPOKH
NpoBeICHUs. 3aroMHATh Tabsmiry 9.
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Tabmma 9

Memoobl npenamanvbHol OUAZHOCIMUKU

Meton

Cpoxu (Hen.)

YibTpa3BykoBoe uccienosanve (Y 3W) miona:

I pumectp

II' pumectp

III TpumecTp

buoxumuyeckoe uccieioBaHME KOHLEHTPAalMKM CHIBOPOTOYHBIX MapkepoB B | TpumecTpe:

- aCCOIMUPOBaHHBIN ¢ OepeMeHHOoCcThIo TpoTerH A (PAPP-A)
- B-dpakius xopuonuueckoro ronagoTpornuHa (B-XI7)

buoxmmMudeckoe ucciieaoBaHNe KOHICHTPAMK CBhIBOPOTOYHBIX MAPKCPOB BO I TpHUMECTPE:.

HeuHneasuesHbvle

- ambpadetonporern (A DII)
- XopuoHU4ecknui roHagoTponuH (XI')
- HEKOHBIOTHPOBaHHBIN 3cTpro (HD)

Jerexmmst BHekiieTouHo JIHK mroma B kpoBu OepemeHHOM

buoncus xopuona —

[Inanenronenres —

AMHyoneHres —

UHBA3UBHbIE

Kopnouenres -

Kapawouenres —

[Toamick cTynenra

[Toamumce mpenogaBart est

TEPMUHOJIOTTYECKUN CJTOBAPH

BykBoit M 0603HaueHbI TOPOKU pa3BUTHS, O yIeKaIMe 00sg3aTepHO i perrctpanny (MonutopuHr BIIP) na

Tepputopuu PO.

Abnegapusa — oTCyTCTBHUE BEK.

Abpaxus — OTCYyTCTBHE BEPXHUX KOHEYHOCTEH.
Azeneszua (Annasua) - TOJHOE BPOXKICHHOE
OTCYTCTBUE OpraHa WM 4actu ero (JIErkoro, MaTKu,
MO30JIMCTOTO TeJa, mouex). M

Azupus — OTCYTCTBUE W3BUIMH U 0OpO31 OOJBIIMX
MOJTy Iapyii MO3ra.

Aznoccus — BpOXJIEHHOE OTCYTCTBHUE SI3bIKA.
Aznamus — anna3usi HKHEH 4eIoCTh

Adenmua (adonmus) — OTCYTCTBHE BCEX WU
HECKOJIbKHX 3y0OB.

AKpOMUKpPUA — MAJICHbKUE KOCTH CTOTIBI.

AKpanusa — OTCYTCTBHE KOCTEH CBOJ]a ueperna Mpu
HaJU4vue aHOMaJbHO CHOPMUPOBAHHOTO TOJIOBHOTO
mosra. M

Akpoueganua  (okcuyepanus) — aHOMAIBHO
BBICOKass WJM KOHMYeckas Qopma  dyeperma,
BO3HHMKAIOIIAS B peE3yJIbTaTe MPEKACBPEMEHHOTO
cpacTtaHus JSIM O JJOBUTHOTO U KOPOHAPHOTO IIBOB.
Anoneuusa (ooénvicenue, ampuxo3) — CTOUKOE WIU
BPEMEHHOE, TOJIHOE WM YacCTUYHOE BBINAJICHHUE
BOJIOC.

Amenus — IOJHOE OTCYTCTBUE KOHEUHOCTEH.
Amnuomuueckue nepemsdycku (msaxcu Cumonapa)
— MOPOK Pa3BUTUSI AMHUOHA B BUJIC TKAHEBBIX TSKEH,

MPOXOBIIUX BHYTPY MATKUA U CBS3BIBAIOIIMX MEXKTY
c000i pasnUyYHbBIe YYacTKU IUIOJIOBOW MOBEPXHOCTH
Hocyelia ¢ IIOBEPXHOCTHIO TUIOA.

Amnaugukayus  —  UCKYCCTBCHHBIH  CHHTE3
00JIbIIOTO YHCA KOMUH HeOOoJBIIOTO (parMeHTta
JHK ¢ wucnosb3oBaHMeM MOJMMEPAa3HOW IETTHOM
peaxuuu.

AHnupudusa — OTCyTCTBHE Paly’KHOU 000JIOUKH.
Ankunoonegapon — cpaieHue KpaeB BeK ClIaiilkamu,
MOKPBHITEIMHU CIM3UCTON 000JI0UKOH.

Anomusa — annasus yIIHBIX pakoBUH. M
Anogpmansmus (anogpmanvm) — 0TCYyTCTBHE OJHOTO
WM 000MX IMa3HBIX 070K, M
Anopxuzm — arcHe3us IMICK.
AHmumonzonououslit paspes 2naz —
HapY>KHBIE YTJIBI IJ1a3HBIX MIETeH.
Annyeganus — oTCyTCTBHE KOCTEH CBOJIA Yeperna u
TKaHU TOJIOBHOTO Mo3ra. M

Apaxnodaxmunus — HEOOBIYAWHO IMHHBIE U
TOHKHE TaJbIBl (CIOCOOHOCTh OOXBATUTH 3aISICTHE
OONpIIMM TAaNbLEM KM MU3UHIEM TakK, YTOOBI HX
JWCTANIbHbIE (DallaHTW TEePEKPBIBAIMCh W KOHYHUK
CXaTtoro OOJBIIOTO TNasblla B KyJlaKe BBITJIABIBAET

Hapyxy).
Apmpozpunosz —

OTYICHBI

MHOXCECTBEHHBIC BPOXICHHBIC




KOHTPaKTypPHI CyCTABOB.
Ampe3us — TIOJMHOE OTCYTCTBUE KaHalla WU
€CTECTBEHHOTO OTBEepCTUs (a0opThl, anyca M, OpoHxa,
TOpTaHu, muuieBoa M, TPUKYCIIUAAIBFHOTO KianaHa,
YPETPHI U T.11.).

Agaxusa — BpoxKAEHHOE OTCYTCTBHE XPYCTAINKA
Axeiipua — HeJOpa3BUTHE WM OTCYTCTBHE KUCTU.
bregapogumos — yrkopoueHme BeK 0 TOPU3OHTAIIH,
T.€. CY’KCHHE TJA3HBIX IIeTeH.

Bregapoxanazun — atpousi KOKU BEPXHUX BEK.

bomannoe npomoxk — KPOBEHOCHBIA COCY],
COCMHSIONINI JISTOYHBIN CTBOJI ¢ aopToi. Ilocrme
POXKICHHUS TOJDKEH OBITh aTpE3UPOBAH.
bpaxuoaxmunua — ykopodeHHUE MaJbLEB.
bpaxuueganus — yBenMYeHHE TONMEPEYHOTO

pasMepa TOJIOBBI IPU OTHOCHTEIHPHOM yMEHBIICHUH
MPOJOJBHOTO pa3Mepa.

Bumunuzo — ouaropas A€M eHTALUS KOXKH.
Tacmpowuzuc — mnapayMOWIMKaNbHBIA —Ae(exT
nepe/iHe OPIONTHOW CTEHKH C dBEHTpaIUell OpraHoB
OptromHO# nmonoctu. M

I'emepoxpomua  padyscku  —  HEOJUHAKOBOE
OKpalllMBaHUE PA3IMYHBIX YUACTKOB PaJy KKH.
T'udpogmanvm — ypenuueHue ria3Horo s0goxa
T'unepmenopuzm — yBeJIM4UeHHE PACCTOSHHUS MEXKIY
MapHBIMHU OpraHamu (I7a3, COCKOB).

T'unepkepamo3 — ype3MepHOE YTOJILEHHE POTOBOTO
CJI0S1 SMUACPMUCA.

T'unepmpuxo3 — U30bITOUHBIN POCT BOJIOC
Tudponegppo3z — croiikoe paclMpeHuEe JOXAaHKU U
gamieyek ¢ atpodueil MOYEeYHOU MapeHXUMBbI
BCJIEJICTBHE HApYILEHUsS OTTOKAa MOYH.
T'udpouyeganua — pacmypeHue Kelry J0YKOB MO3ra C
OJHOBPEMEHHBIM HapacTaHUEM BHYTPHUYEPEIHOTO
JIABIICHUS, COIMPOBOKAAIOLIEeCs B  OOJBIIMHCTBE
Ciy4aeB yBeJIMYeHHEM pa3Mepa rojoBel. M
Tunonnaszus neevix omoenoe cepouya (IJ1I0C) —
HEJOpa3BUTHE JIGBOTO JKENMyJoYka C aTpe3neid Wim
BBIPOKEHHOW THUIOIUIA3Me MUTPAIbHOTO  W/WII
a0PTAIBHOTO Ki1anaHoB. M

Tunocnadus — HWKHSS paclleiMHa YPETPBl CO
CMeIeHHEM HapYKHOTO OTBEPCTHUS
MOYEHCITYCKaTeIFHOTO KaHana.

T'unomenopu3zm — yMEHBIICHHOE PACCTOSTHHE M EXKTy
BHYTPEHHUMH KpasiMHU IJIa3HUIL.

Tupcymu3sm — 130BITOYHOE OBOJIOCEHEHHUE Y IEBOUCK
M0 MY>KCKOMY THILY.

TI'ononpo3ssnyepanua — HENOJIHOE pasfielieHUE
SMOpPHUOHAIBLHOTO TMEPEIHEr0 MO3ra B COYETAHWH C
HEMOJIHBIM Pa3BUTUEM CPEIMHHBIX CTPYKTYD JULA.
Juacmema — mmpoxasi mienb MeXAy HEHTPaIbHBIMH
pe3uamMu.

Juckopus — 3pa4oK B BUJIE NIEIH

Hucmuxuazuc — IBOVHON psii pECHULL.

JAucnnazus — HapylIeHWE Pa3BUTHS OPTaHOB HIIH
TKaHeW B X0Je YMOpHOTeHe3a.

Jucmpogpusa — paccTpoWCTBO MHUTAHUS TKAHEH WIH
BCEr0 OpraHu3Ma, BO3HHUKAIOLlee B pe3yJbTaTe
HapyleHus: 0OMeHa BeIecTB.

Jfonuxouyegpanua — mnpeoOnajaHue NPOJOJIBHBIX
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pa3MepOB TOJIOBBI HA TOTIENEYHBIMH.
Hexcmpokapous - BEpXyIlIKa KETyI0YKOB Cepia
oOpareHa B MpaBylo CTOPOHY.

Jepexm  meosrcocenydoukogoii  nepezopooku -
He3apalleHue MEXOIKENIyJIOUYKOBON IMEeperoposKu, B
pe3yJjbTaTe dYacTh KPOBH M3 JIEBOTO JKEJyJIOYKa
NEPEXOUT B TPABBIM, YTO MPUBOIUT K €TO
MEPETIONHEHUIO, PAcCUIMPeHUI0 U Tuneptpoduu, a
TaKKE€ K CMCIIWBAHUIO apTCPpHUAJIBHOUW W BCHO3HOU
KpPOBH.

JAuagpazmanvuan zpuirca — 3ameyieHue mpoiecca
3aKPBITHS TUIEBPOTIEPUTOHEATBHOTO KaHaJa,
MPUBOJAIICE K HAPYIICHUIO JCJNCHHsS OpIOMHONW U
IpyAHOM  MONOCTE M CMELICHUIO  KellyJKa,
ﬁ;ﬂ%éﬂm, KUIIEYHUKA, TIEYCHU B TPYIHYIO MOJIOCTb.

H300axkmunusa — npuMepHO paBHas mmHA 2-3-4-5

MAJbIECB.
Kamnomenus — NCKpUBICHHE KOHEUYHOCTEH.
Kamnmooaxmunua — crubatesibHasi KOHTPAKTypa

IMPOKCUMaJIbHBIX MC)K(i)a.HaHFOBI)IX CYCTaBOB IIAJIbIICB
KUCTH.
Kepamokonyc  —
POTOBUIIBI
Knunooakmunua — natepanbHOE WM MeEIUAIbHOE
UCKPHBIICHHE MajbLa.

KOHHUYECCKOC BBIIIAYHMBAHUC

Koapxkmauyua aopmel — JOKaNbHOE CYXKEHHUE
MPOCBETa a0PTHI.

Kono6oma — cexrtopanbHblii JeeKT KakoH-Oo
CTPYKTYpHl (pamy’kKH, XpyCTaJMKa, BeKa, TyOBI,
MOYKH yxa).

Kopoouenmes — mpouenypa B3ATHS KpOBU U3
IIyNOYHOM BEHBI IJI01a.

Koconanocms  (3kéunosapycnan  Oeghopmauusn

cmonepl) - AaHOMAIWs Pa3BUTUS MBIIII, CBSI30YHOTO
ammapaTa ¥ KOCTeH CTONBI, XapaKTepHu3yercs ee
CyTUHaIUEH, MO0 LIBEHHBIM crubanuem "
MPHUBEACHUEM .

Kpanuocmenos — ymeHblieHue o0bEMa depenHOM
KOpOOKH, OOYCIOBICHHOE PAa3NMYHBIMU (QOpMaMHU
MPEKACBPEM EHHOTO 3apaCTaHUsI IIIBOB.
Kpanuocunocmo3 — npexaeBpeMeHHOE 3apacTaHue
YEepEeNHBIX [IBOB, OTPAaHUYMBAIONIEEe POCT Yeperna u
MPUBO/IAIIEE K €ro JehopMaIim.

Kpunmogmansm — HemopasBUTHE WIM OTCYTCTBHE
[JIA3HOTO sI0JT0KA, BEK U TIIA3HOM IIEIIH.
Kpunmopxuzm — OTCyTCTBHE OIHOTO MM O0OHX
SUYEeK B MOINOHKE B pe3yJibTaTe HEOMyIICHHUS
(3azepkka B OpPIOMIHOW TMOJOCTH WIM B MAaXOBOM
KaHaje).

Jazogpmanbm — HEOHOE CMBIKAHHE BEK

Maxpocomus (cuzanmuszm) - 4pe3MepHO
YBEIWYEHHbIE  pa3Mepbl Telda, pPOCTO-BECOBBIE
MoKa3aTesn 3HaYNUTENILHO MIPEBBIIIAIOT
[10JIOBO3PACTHBIE HOPMBI.

Maxkpocmomusa — 4Ype3MEpHO ILIMPOKas POTOBas
LIETb.

Makpomusa — yBeNM4eHHbIE YIIHbIE PAKOBUHBI.
Makpoueganus — ysenmaeHne pasmepa ueperna.
Mezanoxkopnea — yBenuueHNnEe JMaMETPa POTOBUIIBI



Mukpoodonmusn — MaJbiii pazmep 3y00B
Mukpoznoccua — Mansle pa3Mepsl S3bIKa.
Mukpozenusa — Majble pa3Mepbl HUKHEH Ye0CTH.
Mukpoznamusa — yMEHBUICHHBIE pa3Mephbl BEpXHEi
YCITFOCTH.
Mukpomua —
paxkoBuH. M
Mukpocmomusa — ype3MepHO yMEHbIIEHHas pOTOBas
L1esb

Mukpouyeganusn - yMeHbIICHUE OKPYKHOCTH Yeperna
Ha 5 cM U 6oJiee ¢ COOTBETCTBYIOIIMM yMEHbIIEHUEM
MacChl ¥ pa3MepOB TOJIOBHOTO MO3Ta.
Mukpogpmansmusa — Manple pazMepbl TJA3HOTO
s0JI0Ka, YMEHbBIIEHHE BCEX pPa3MEpOB TJA3HOTO
sg0JI0Ka.

Momnzonouonslii paspe3 2na3 — Tia3Hasg ILETh C
ONYIICHHBIMY BHYTPCHHUMHU YITIAMU.
Mnooswcecmeennvie BIIP — aHoMaiuu pa3BUTHS,
MOBJIEKIINE 32 COO0W TpyObIe M3MEHEHHS CTPOCHHS U

(GYyHKIMM OPTraHOB WM TKAHEW W3 JBYX M OoJjee
cucteM. M

«Mbic 6006b1» - KTMHOBUIHBIN POCT BOJIOC Ha JIOY.
Obwguit apmepuanvuvlii cmeonr — HaJ nedexkTom
MEXOKEIyIJOUKOBOM  MEperopoaku ©3  cepaua
BBIXOJMT OJMH AapTepHANBHBIA COCYJ, IAFOIIUI
HAYaJl0 CHCTEeMHOMY, KOPOHAPHOMY U JIETOYHOMY
KpOBOOOpaIIeHHIO.

Obwuit  npeocepono-sce1y00uKo8vlil  Kanau
coueTaHue Ae(hEeKTOB NEePBUYHOM MeXIIpeacep HO M 1
BXOJIHOTO OT/ENa MEXKEIy IOYKOBOI MEPETOPOIOK.
Onuzooakmunua — OTCYTCTBHE OJHOro M Oolee
TaJIbLEB.

Omdpanoyene — nedexr nepenHet OPIOMTHON CTCHKH
B 00JacTW MyNOYHOTO Kojblla ¢ 0Opa3oBaHHEM
TPBIKEBOTO MeIlKa c BHYTPHOPIOIIHBIM

COZEPKUMBIM, TOKPBITOTO aMHHUOIEPUTOHEAHOM
MeMmOpaHoii. M

Ilanunnomamos — pa3zpactaHue COCOYKOB SI3bIKA.
Ilaxuonuxusa — yTONLEHAE HOTTEH.
Iunonudanvnan amka  (CaKpanvHulil  CUHYC,
INUMEUATIbHBII  KONYUKOGLLIL X00) — KaHal,
BBICTJIAHHBI MHOTOCJIOMHBIM IUIOCKUM JIHUTEIHUEM,
OTKPBIBAIOIINNCA B MEXBATOJUYHOM CKIAIKE ¥y
KOITYHKA.

ITnazeouepanua — acumMeTpusi MPaBOA W JIEBOU
CTOpPOHEI Ueperna.

Ilnamubazus — yToneHne OCHOBaHUS Yeperna
ITnamucnonounua —  yIUIOMIEHWE  OTHEJIBHBIX
IT03BOHKOB

Ilonuoakmunua — yBennueHne KOJIMIECTBA MANBIIEB
Ha KACTAX | (WJIM) CTOTIaX.

Ilpeaxcuanvnasn nOTUOAKMUIUA —
JIOTIOJTHUTENILHBIA T1aJiel] HaxOIHUTCS CO CTOpPOHBI |
nanelia, npu 3ToM | mamen pasgBoeH (uHOTHA
Tpex(haJlaHTOBBIN) C NyIUIMKAIMEH BCEX MIHM TOJILKO
YaCTH 3JIEMEHTOB.

Ilocmakcuanbvhas noAUOAKMUIUA — NOTIOTHUTEIb-
HBIH Majern HaXoUTCsl ¢ MeIUallbHOW CTOPOHEI (CO
CTOpPOHBI MU3HHIIA).
Ilpeaypuxynapusie

YMEHBUICHHBIE pPa3MEpPBl YIIHBIX

nanuniomel — (QparMeHTH
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Hapy>KHOTO yXa, PAcIOJIOXKEHHbIE BIEpeIu YIIHOH
PaKOBUHBI.

Ilpeaypuxynapnvie  ucmynvi(npeaypuxynapnoie
AMKU) — CIIETIO OKAaHYHMBAIOIIUECS XOJbI, HAPYIKHOE
OTBEPCTHE KOTOPBIX PACIOJOKEHO Y OCHOBaHHUS
BOCXOZAIIEH 4YacTd 3aBUTKa YIIHOW pPaKOBHHBI
BIIEPE/IN KO3EJIKA UM MOYKH.

Ilpo3snyepanua — HemOCTATOUHOE pa3eieHUE
MepeJHeT0  MO3TOBOTO  Iy3bIps HA  OOJbIIHe
MOJTy AP HST

Ilpozenusa — BbICTynaHUE HUXXHEH YEITIOCTH BIEpE]
110 CPABHEHUIO C BEPXHEH.

Ilpozepua  —  TpeXKACBPEMEHHOE  CTapCHHE
opraHu3Ma.
Ilpocnamus — BHICTYIIaHHE BEpPXHEH YEMOCTH

BIEpE] 10 CPAaBHEHMIO C HIDKHEH BCIICICTBHE €€

Ype3MepHOTO Pa3BUTHUS.
IImo3 — ony1ieHNe BEpXHETO BEKa.

Ilmepucuym — KpBUIOBHIHBIE CKJIAJKH KOXU.
Pazmuuaror  meiHbld  mTepuruyM  (CHHOPOM
IMepemesckoro-TepHepa, CHUHJPOM Hynan),

MIO/IKOJICHHBIM M KyOHUTaNbHBIN NTEPUTHY M (CHHAPOM
MHOXECTBEHHBIX ITCPUTHYMOB).

Pacwenuna 2yool u/unu Heba — pacuienrna ryosbl, C
pacuienMHO i Heba WIn 0e3 Heé,
pacIpoCTPaHSIOMAsACS HA aNbBEOJIPHBIN OTPOCTOK,
TBEpoE U Msirkoe He6o. M

Pacwienuna neba (nanaTocxusuc) — He3apalleHHE
TKaHel HeOa B pe3yJibTaTe Yero uMeeTcs cooOlIeHne
MEXJy POTOBOH M HOCOBOW TOJOCTSIMH, KOTOPOE
OPUBOJUT K HAPYUICHUIO TJOTAHUS, COCaHHS, a B
JanpHemeM u peau. M

Pedykuuonnsie nopoxu KOHeuHocmell -
BpPOJKJCHHAs aHOMaJIvs, yMEHBIIEHHE pPa3MepOB W
MoJiHas yTpata KoHeuHocTel. M

Ce01o6uonslil HOC — HOC C 3aIIaBIIeH TIepEeHOCHUIIEH.
Cunexuu — ((UOpPO3HBIC TIKHM, COCIUHSIONINE
MOBEPXHOCTH CMEXHBIX OPTaHOB.

Cunznamus — BHYTPHPOTOBOHW BajUK, OCTATKH
LIEYHO-A3BIYHOM MeMOpaHBbI.

Ckonuo3z — 3aMeTHOe OOKOBOE MCKPUBICHHE
MO3BOHOYHUKA.

Cupenomenua (cumnoous, cummenus) — CIVSTHUC
HIDKHUX KOHEYHOCTEH.

Cumppananzus (opmooaxmunus) —
(hanaHr manbIa.

Cunoaxkmunus — TOJHOE WX YaCTHYHOE CpaIlICHUEC
COCEIIHUX MaJbLICB KUCTH HJIU CTOIIBI.

Cunoghpuz — cpocumecsi OpoBu.

Cradouyepanua —  yUIMHEHHBIA  dYepem C
BBICTYTAIOIIIM rpebHEeM Ha MecTe
MPEKACBPEMEHHOTO CHHOCTO3a CTPEJIOBUIHOTO LIBA.
Cnunnomoszoeasn czpvorca  (Spina  bifida) -
TPBDKEBOE BBIMSIYMBAHUE CIUHHOTO MO3ra 4epes
KHACTO3HYO0 PACIIEIMHY I0O3BOHOYHUKA. M
Cmona-kauanka — TUIOCKOBBIMYKJIAs MOJOIIBEHHAS
MOBEPXHOCTH CTOITBI C BHICTYIIAIOLICH K3aIH MATKOM.
Cmeno3 aopmul — OPraHUYECKOE CYXKCHHE aOpThI,
CONPOBOXKAMOIIEECS] YACTUYHBIM WM  [OJHBIM
HapyIICHHEM €€ IIPOX0UMOCTH.

cpalieHue



Cmpabuszm — xocormnasue.
Cohepogpakua — maposuaHas popma xpycranmka.
Taypooonmusm — pacuiipeHue MOJOCTEH MyJIbIIbI U

penyKuus KopHs 3y0a.
Teneanzuodxkmasuu — JOKaJbHOE YpeE3MEpHOE
pacuMpeHue KanWULIpoOB M MEJKUX COCYJIOB.

Tenexanm — natepalbHOE CMELICHHE BHYTPEHHUX
yIJIOB IMa3HBIX  IIenel npu HOPMaJlbHO
PAcCIOJIOKEHHBIX OpOUTAX U TJIa3HBIX S0JIOKAX.
Tempaghoxomenus — MOPOK pa3BUTHS KOHSIHOCTEH,
MpU KOTOPOM KHCTH M CTOTBI HETOCPEICTBEHHO
OPUKPEIIeHsl K TyJoBHIMy. B nerkmx ¢opmax
OTCYTCTBYIOT ~YacTH IPOKCHMAIBHBIX  OTIEJIOB
KOHEYHOCTEM.

Tempaoa @anno — cybaopTambHBIA AedekT
MEXKEIYIOUKOBOHM TMEPETOPOJIKH, JIEKCTPAIIO3UITUS
aopThl, OOCTPYKIMSA BBIXOJHOTO OJeNa JIETOYHOM
apTepUH U THIEPTPO DU IIPABOTO KTy JOYKA.
Tpancnosuyus Kpynuvix cocydoe — aopta OTXOIUT
OT HPAaBOTO JKEJIyJOYKa CEp/la, a JITOYHAas apTepust
oT ieBoro. M

Tpuzonouegpanus — cyxeHue deperna B 3aTBLUIOYHON
JaCTH 32 CUCT MPEKACBPEMEHHOTO CHHOCTO3A.
«Tpunucmnuxk» - aHoManbHas QopMa uepemna,
XapaKTepu3yoniasicsi BBICOKAM BBIOYXalOIUM JIOOM,
IIJIOCKMM 3aTbIJIKOM, BBIITAYUBAHHUEC BUCOYHBIX
KOCTE#, MPH COCOUHEHWH KOTOPBIX C TEMEHHBIMU
OTIPENIeIIIOTCS TITyOOKHE BIABJICHUS.

Y30euka azvika kopomras — IpUKpeEIUICHAE Y3 0CIKH
B 0o0JacTH KOHYMKA s3bIKA WM €€ YKOPOYCHHE,
MPUBOIAIICEC K OTPAHUYCHHUIO IMOABMKHOCTH sA3bIKA.
Yna anomanus — BbIpakeHHas THIOIUIA3WS WIIH

[OYTH [OJHOE OTCYTICTBHE MHOKapJa IpaBoro
JKEJTy 10U Ka.

Q@unvmp — paccTosTHUE OT HIYKHEHOCOBOU TOYKHU JI0
KpacHOW KaiiMbl BepxHeld ryObl. Pasmuuaror
KOPOTKHUH, INIMHHBINA, BBICOKUH (QHUIBTP.

dokomenua — OICYICTBUE WM 3HAYUTENILHOE
HEZOpa3BUTHE MPOKCUMaJIbHBIX OTIEJOB
KOHEYHOCTEH,  BCIEJACTBME YE€ro  HOPMAaJbHOE
pasBuTHe CTONBl M (MJIM) KHCTH KaxXyluecs

MPUKPETJICHHBIMHU HEMOCPEJICTBEHHO K TYJIOBHIILY .
Dpenyniom  (Openynu) — y37edka, CKIaJKa
000JIOYKH CIIM3UCTOM, OTpaHUYMBAIOLIAs IBH)KECHHE
opraHa (ppeHyH NOJIOCTH PTa).

Frontal bossing — BeicTynatommas rpedHemM cpemHss
4acTh JOOHOU KOCTH ueperna.

Xeitnocxuzuc — pacuienia BepxHeu ryObl.
Xeiinozenamonanamocxu3zuc — CKBO3Has pacuiesiMHa
BepxHell ryObl 1 Heba.

Iuxnonus — HanMuue CIUHCTBEHHOW OpPOUTEHI,
pacrmonararonieiicss mo cpeaHeil JuHHUM B 0OnacTH

nba, coseprkamas oHO MO0 /IBa TIA3HBIX S0JI0KA.
Dowmeiina anomanus — CMEUIEHHUE CTBOPOK

TPUKYCIIUAAJBHOTO  KIalaHa BOIOyOb  IPaBOTO
KEJTy I0YKa.
Duuyegpanoyene (depemHo-mMo3roBasi TIpbDKA) —

TPBDKEBOE BHIMSIYMBAHUE B 00JacTH aedekra KocTei
yepemna, OOBIYHO JIOKaIM3ymIIeecs B MecTax
COCMHEHHUS KOCTeH, cojepxkamiee OOOJOYKH U
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BEILIECTBO T'OJIOBHOTO Mo3ra. M

Ik3Inuepanus (akpanusa) — OTCYTICTBHE KOCTEH
CcBOJA  Ueperma NpH  HamMuud  (parMeHTOB
aHOMaJIbHOM MO3roBOM TKaHu. M

IK30¢pmansm — cMenieHNe TIA3HOTO 0JI0Ka BIIepea
Oxcmpogua mouesoco ny3wipa — OTCYTCTBHE
nepeiHel CTEeHKM MOYEBOIO Iy3bIps M HepeaHeit
OptromHOM cTeHKU. M

Oxmponuon eexa (8vl6opom 6exa) — PECHUIHBIN
Kpail Beka BBIBEPHYT K KOXKE JIMIa, TJa3Has LIelb He
CMBIKaeTCS.

Oumponuon eexka — TOPOK pPa3BUTUS BeKa, IpH
KOTOPOM CBOOOJHBIH Kpail Beka 3aBepHYT K
TJIa3HOMY SIOJIOKY .

OKmonua — pacnoJio)KeHHE OpraHa B HEOOBIYHOM

MecTe (cepaua, XpycTajuKa, sIMYKa, IOYKH,
cene3&HKn).

SHogpmanvm — aHOMANBbHOE 3alaJaHUE TIA3HBIX
s10JIOK B opOwTe.

Oxmpoodakmunus ~ —  amwasus  IEHTPaJbHBIX

KOMIIOHEHTOB KHCTH WM CTOTBI ¢ ()OPMHPOBAHHE
«KJIeIEe00pa3HON» KUCTU WM CTOIIBI.

Ixkmonusa (cybonykcayus) Xpycmanuka — 1o BbIBUX,
BBIBUX XPYCTaJMKa, €r0 CMEIIEHUE U3 CTCKIOBUIHOM
SIMKH.

IK30¢pmansm — cMeleHre TIIA3HOTO SI0JI0KA BIIEpe/,
COTPOBOX/IAIOIIEECS PACIIMPEHUEM TIIA3HOU IIEIIH.
Snuoynvoapuslii.  depmoud — IJMNONEPMOHIHOE
pa3pacTaHve Ha KOHBIOHKTHBE TJIA3HOTO SI0JI0KA.
Onuxanm — BepTHKallbHAsh KOXHAs CKIajKa Yy
BHYTPEHHETO yTJia TJa3HOM IIeIH.

Onucnaousa — BepxHsisl paclielMHA YPETPbI, YacTo
COIMPOBOX/IAIOMIASACS ~ HMCKPHUBICHUEM  TIOJIOBOTO
gynena. M
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TECTBI 10O YYHEBHOMY MOAYJIIO
1. VKAXKUTE COOTBETCTBUE KOMIUIEMEHTAPHBIX A3OTUCTBIX OCHOBAHMUI

1. Tumun a. aJcHUH

2. Iuro3uH 0. TUMUH
B. TyaHHH
I. IMTO3UH
. ypaui

2. YKAXUTE COOTBETCTBUE

METO/I 'EHETUYECKOI'O AHAJIN3A: [HEJIb AHAJIU3A:
1. KimHuko-reHeasorndecKun a. BeIsBIIeHME BKJIaJla HACIIEACTBEHHOCTH U CPEbl B
2. IlonynAmmoOHHO-CTaTUCTUYECKUM (dopMHpoBaHUe KaKOH-TOO (POpMBI HACIIEACTBEH-

HOU MaTOJIOT MU
6. Pacuer reHeTmaeckoro pucka


http://learn.genetics.utah.edu/
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B. MI3ydeHue pacnpoCTpaHEHHOCTH T'€HOB,
NPU3HAKOB U F€HOTUIIOB B OTHOCHTEIIBHO
W30JTMPOBAHHBIX TOMYJISLIASX
r. YcTraHoBieHue ypoBHs nopaxenus JJHK

3. YKAXUTE COOTBETCTBUE
3ABOJIEBAHUA:

1. ®eHMKeTOHYp ST

2. CuipoMm JlayHa

3. Imodpenus

[PVIIIIbI 3ABOJIEBAHUN:
a. MOHOT'€HHBIC
0. MOHOTEHHBIC C HACJIC/ICTBEHHOW TIPEIPACTIONOKEHHOCTHIO
B. TIOJIMTEHHBIE C HACJIEACTBEHHOM MPEIPACTIONIOKEHHOCTHIO
. XpOMOCOMHBIE
Jl. BO3HUKAIOT IOJ J€HUCTBUEM BHELIHEW CPEIbI

4. YKAXUTE COOTBETCTBUE

IIPU3HAKU TU3MOP®UN: JAN3MOPOUU:
1. BeprukanbHas CKjIa/ika y BHyTPEHHETO yIJa Ijas3a a. MUKpOCTOMUS

2. Pacrnionoxenrie opraHa B HEOOBIYHOM MECTE 0. JIMKaHT

3. ManeHbKkue yIIHbl€ paKOBHHBI B. MUKPOOTHS

4. ManeHbKkoe poTOBOE OTBEpPCTHUE T. SKTOIHS

. TACTHXMA3
€. MaKpOCOMHUS
K. IK30(TAIBM
3. THIOCTIA VS

5. YKAXKUTE COOTBETCTBUE

TUITHACJIEJJOBAHUA: HAWBOJIEE YACTO ITOPAXKAEMBIH I1OJT:

1. AyTOoCOMHO-/IOMMHAHTHBII
2. AyTOCOMHO-pELIECCUBHBIN
3. X-CILEIUIeHHBII

4. TlonureHHbIH

6. YKAXKUTE COOTBETCTBUE
HO3O0JIOTMYECKAS ®OPMA:
1. denunkeToHypUst

2. T'omoumcTrHypus

3. I'anakrozemust

7. YKAXUTE OLINBKY

U TAJTTAKTO3EMNHN XAPAKTEPHBI

1. runepriavkemus

Db

8. YKAXUTE COOTBETCTBHUE
TUIT HACJIELOBAHUNA:

a. IPEUMYILECTBEHHO MYKCKOM

0. JKeHCKMIA
B. OOJICIOT OJJMHAKOBO M MY)KYHMHBI U 5KCHIIUHBI
I. IPUCYTCTBYIOT TOJI0-BO3PACTHBIC pa3Ind st

NEPBUYHBIM BUOXUMWYECKWU JEDEKT:
a. IMCTaTHOHHHCUHTETAa3a
0. deHmwamaHuH-4-TUIpOKCHIIa3a
B. TaJJAKTOKHMHA32
I. rajgakTo30-1-gocdarypunmi- Tpanchepasa
JI. TaJaKTO3NMMHpa3a
e. a-1-pegykrasa
XK. TITFOK030-6-(hochaTnommepasa

. TIOBBIIIICHHOE COJICPKaHKE T'aJIAKTO3bI B KPOBH

. TIOHIKCHIE aKTHBHOCTH B KPOBHU TajlakTo30-1-docdara ypununrpancdepass
. TIOHIDKEHUE aKTUBHOCTH B KPOBH T'aJIAKTOKHHA3BI

. TIOBBIIIICHUE COJICPIKAHUS TaJlaKTO3bl B MOYE

3ABOJIEBAHUA:
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1. AyTOCOMHO-1OMUHAHTHBI I a. KpacHyxa

2. AyTOCOMHO-pELIECCUBHBII 0. TraJlakKTO3eMHusI
3. [NomureHnpIi B. THIIEPTOHMY €CKasi 00JIe3Hb
4. He sBnsieTcs yHAcCJeJ0BaHHBIM I. aJIbLOVHIBM

1. HelipoprOpomMaTo3

e. UbC

9. YKAXUTE COOTBETCTBUE

3ABOJIEBAHUA: XAPAKTEPHBIE ITPU3HAKMU:
1. MykoBucimno3 a. TIOBBIIIICHHE BSI3KOCTH CEKpeTa
2. Cunnpom Mapdana 0. pelie AMBUpPYIOIIME OPOHXUTbI, THEBMOHUI

B. CHIDKCHHEC MHTCJUICKTA
I'. IOABBIBUX XpYyCTaJIMKa
A. aHECBpHU3Ma aOpPThL

10. YKAXHUTE COOTBETCTBHE
®OPMbBI TPMCOMUU ITPU BOJIE3HU JTIAYHA: BCTPEHAEMOCTD:

1. Tpucomnas a. 95%

2. TpaHcIOKalMOHHAs 0. 4%

3. Mo3zanunas B. 1%
r. 0%
. 5%

11. CUTYALIMOHHAS 3ATAYA

B MI'K HAIIPABJIEH IIOAPOCTOK 13 JIET. IIPMU OCMOTPE: POCT -
3HAUYUTEJIBHO BBIIIE BO3PACTHOM HOPMBbI, MUOIINSI BHICOKOM CTEIIEHH,
MHOXECTBEHHBIE JEOOMAILINN KOCTHOU CUCTEMBI, [TPU3HAKU
YMCTBEHHOI OTCTAJIOCTH. V BPATA OTLA IIPOBAHJA OTMEYAIOTCS
BBICOKUI1 POCT, IIOJIBBIBUX XPYCTAJIMKA, CKJIOHHOCTb K TPOMBO3AM,
YMCTBEHHAA OTCTAJIOCTb.

11.1. K KAKOW I'PVIIIE 3AFOJIEBAHUI OTHOCUTCS JAHHAS ITATOJIOT U S?
1. XxpoMOCOMHBIE OOJIE3HH
2. TeHHbIe OOJNe3HN
3. mynbTU(AKTOpHATIEHBIE OOJIe3HN
4. BbI3BaHHBIE JIEHCTBHUEM OKPYKAIOLIEH Cpe/ibl
11.2. 3ABOJIEBAHUE BbBI3BAHO
1. XxpoMOCOMHBIMU abeppaIrmsIMH
2. CpeIOBBIMH BO3/ICHCTBUSIMHU
3. IepeHeCeHHBIMH 3200JICBaHISAMH
4. TOMO3HUTOTHBIM COCTOSIHAEM TIO MATOJIOTHIECKOMY T€HY
5. reTepO3UroTHBIM COCTOSTHHEM TI0 MATOJIOTMYECKOMY TeHY
6. HACJIE/ICTBEHHOM TPEIPACTIONIOKEHHOCTHIO

11.3. JAHHAS KIIMHUYECKA S KAPTUHA OBYCJIOBJIEHA BOJIE3HbBIO
(CUHAPOMOM)
11.4. TUATHOCTUYECKMMU KPUTEPUAMU ITATOJIOTUN ABJIAKOTCA
1. KJIMHUYECKasi KapTHUHA TOMOLMCTHHYPUH
2. NEpBUYHASA HCIIOJIHOLC HHOCTD COCHPEMTGHBHOfI TKaHA
3. mHIEabHBIE HAPYILICHHS
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4. ycuneHre CUHTE3a CyNb(aTHPOBAHHBIX MPOTEOTIMKAHOB
5. CHIKEHHE CONEpXKaHWS IMCTATHOHHHA

6. HAKOIUICHWE METHOHMHA

7. aktTuBaims (pakropa XaremaHa

11.5. YKAXUTE TUIT HACJIIEAOBAHW S 3ABOJIEBAHU A

11.6. YKAXHUTE COOTBETCTBHUE
I'EHOTUIILI POJUTEJIEN: BEPOATHOCTD ITOBTOPHOI'O POXIEHWA BOJIBHOI'O
PEBEHKA:

1. aa x Aa a. 100%

2. AaxAa 0. 25%
B. 75%
r. 50%
o. 0%

11.7. BOJIBHOMY HEOBXOVIMO HA3HAUYUTD

. IUETY C OTPaHMICHUEM OEJIKOB JKUBOTHOTO TPOHCXOXKICHHUS
. Buramua B6

. AHTHKOATYJISTHT bl

. TEMaTONPOTEKTOPBI

. HOOTPOIHBIE TMpenapaThl

. MHUOpEJIaKCaHThI

. IperapaThl, CTUMYJHUPYIOLIUE POCT

NN AW~

11.8. YKAXXHNUTE COOTBETCTBUE

[MTPOTHO3 ITPOBAH/LY: BU/ TTPOI'HO3A:
1. Jlns xu3HM a. OJaronpusITHBIN
2. ]l BBI3JOPOBIICHUS 0. HeOJIaronpHsA THBIN

B. OMITMPHYECKUIA
. OTCYTCTBYET

12. CUTYALIMOHHAS 3ATAYA

Y PEBEHKA B BO3PACTE 6 MECALEB OTMEYAIOTCA: ITOBBIHIIEHHAS
HEPBHAA BO3BYIUMOCTDL, 3AIEPXKA JIICUXOMOTOPHOI'O PA3BUTHA,
KOXHBIE IIOKPOBBI U PAJAYXHASA OBOJIOYKA THUIIOIIMI'MEHTHUPOBAHBI;
BOJIOCHl CBETJIBIE, WMEIOT "MBIIIMHBIA 3AIMAX" CECTPA BABYIIKHA
ITPOBAHIA UMEJIA YMCTBEHHVYIO OTCTAJIOCTb 1 YMEPIJIA B ITOAPOCTKOBOM
BO3PACTE.

12.1. BABOJIEBAHUE OTHOCHUTCS K I'PYIIIIE ITATOJIOI U4
1. xpomocomHble OoMe3HU
2. reHHble OoNe3Hu
3. MmynbTUdaKTOpHaTbHBIC OOJIC3HHA
4. BBI3BaHHBIEC JIEHCTBUEM OKPYXAIOLIEH CpeJbl

12.2. 3ABOJIEBAHUE BbBI3BAHO
1. xpomocomHbIMU abepparmsamMu
2. CpelIOBBIMHU BO3/ICHCTBUAMU
3. IepeHeCeHHBIMU 3a00JICBAHISIMH
4. TOMO3UTOTHBIM COCTOSIHHEM 0 MATOJOTMIECKOMY T€HY
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5. TCTCPOZUTI'OTHBIM COCTOSHUCM II0 MATOJIOTMICCKOMY T'CHY
6. HaCHG,HCTBCIH{Oﬁ npeaApacCIioIO’KCHHOCTbIO

12.3. IAHHA 51 KJIMHUYECKASI KAPTUHA OBYCJIOBJIEHA BOJIE3HbBIO
(CUHJIPOMOM)

12.4. JUATHOCTUYECKNMU KPUTEPUAMU ITATOJIOT'UU ABJISAIOTCA
KIMHIYEeCKasi KapTuHa (DeHIWIKETOHYPHUU

. CHIDKCHHE aKTUBHOCTHU (peHWIAJaHUH-4-TUAPOKCUIIA3bI

. HEeJIOCTaTOK THUPO3MHA, MEJIAHWHA, TUPEOMIHBIX T'OPMOHOB

. HaKoIUIeHHe (peHWIaNaHuHa, (eHIWIMpyBaTa

. YCWICHHE CHUHTEe3a Cyb(aTUPOBAHHBIX IPOTEOTTIMKAHOB

CHIDKCHHE COJep)KaHWs [MCTAaTHOHWHA

. akTUBaIms (pakTopa XaremaHa

NV A WP

12.5. YKAXUTE TUIT HACJIIEAOBAHUW A 3ABOJIEBAHU A

12.6. YKAXKUTE COOTBETCTBUE
T'EHOTHIIBI POUTEJIEN: BEPOATHOCTD ITOBTOPHOI'O POXXIEHIMA
BOJIBHOI'O PEGEHKA':
1. aax Aa a. 100%
2. AaxAa 0. 25%
B. 75%
r. 50%
. 0%

12.7. BOJIbBHOMY HEOBXONMO HA3ZHAYUTD
MaJIoOEIKOBYIO JTHETY, OEJIKOBBIE THIIPOIM3ATHI
BUTAMUHBI, MUHEPAJIbHBIC BELIECTBA U MUKPOIEMEHTBI
AHTUKOHBYJIbCAHTbI

HOOTPOIHBIE TpernapaThl

aHAJITeTHKU

NMIIEBapUTENbHBIE (DePMEHTBI

aHTHOAKTepHaJIbHBIE TperapaThl

NV AL~

12.8. YKAXKUTE COOTBETCTBHUE
I[MPOT'HO3 ITPOBAHY: BU/] ITPOI'HO3A:
1. JIns >xu3HA a. OJarompusITHBIN
2. JIs1 BBI3OPOBIICHUS 0. HeOaronpusITHBIN
B. SMIIMPHYECKHI
I. OTCYTCTBYET

13. CUTYALIMOHHA S 3AJTAUA

CVYIIPYTH JI. OBPATWJIUCH B MI'K IO [TOBOJY IEPBBIX ITPEX/EBPEMEH -
HBIX POJIOB TJIOJIOM JXEHCKOT'O TIOJIA C MHOXECTBEHHBIMU TTOPOKAMU
PA3BUTUSA, HECOBMECTUMBIMU C JXU3HBIO. KAPHMOTHUIT XEHBI (21 ner) -
45XXt(13/15). KAPUOTHUIT MYXKA (24 ner) - 46XY. KAPUOTHII IUIOJA -
46,XX,t(13/15).

13.1. ITIOPOKU PA3BUTHUA ITJIOJJA BBI3SBAHBI
1. XpoMOCOMHOI maTooruei
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2. TeHHOM TATOJIOTHEH
3. MynbTU(AKTOPHUATLHOM TATOJIOTHEH
4. Ne’CTBUEM OKPYKAIOILEH CpEIblI

13.2. HEITOCPEJCTBEHHOM ITPUUYNHOM ITIOPOKOB PA3BUTH S TIJIOJIA SABJISIETC S
BO3pACT MY>KYHHBI,

BO3PACT JKEHILVHBI

HeOoJIblIas pa3HULA B BO3pAcTe CYIPYTOB,

NIEPEHECEHHbIE paHee 3a00IeBaHMs

AQHOMAJIbHBIN KapHUOTHUII MYXKa,

AQHOMAJIbHBIN KapHUOTHUII YKCHBI

Sk wpdrE

13.3. JAHHAA ITATOJIOT' A OBY CJIOBJIEHA BOJIE3HBIO (CMH/IPOMOM)

13.4. OCHOBAHMEM JIJIs1 OKOHYATEJILHOU JIMATHOCTUKU CUHJIPOMA
SABJIETCA

. kapuotun 46,XXt(13/15)

. HUIMYME B COCKOOE CIIM3UCTOM LIEKH Teublia bappa

. crieiMduyeckasl KapTUHA MOPOKOB pPa3BUTHUA

. TIPUHAJIJI)KHOCTH OOJNBHOM K KEHCKOMY TIOTY
. kapuorun 45,XXt(13/15)

DN AW N =

13.5. BO3MOXHBIE PEKOMEHJJALIUN BPAYA-I'EHETUKA

. KOHTpauemmsi He MeHee | roga

. MHBa3WBHas TpeHaTaJbHAsl AMATHOCTHKA TPU CIIEYIOIIEH OepeMeHHOCTH
. OIUIOJIOTBOPEHUE JIOHOPCKOM CcriepMoit

. TIOJTHOE KJIMHWYECKOoe 00CJieIOBaHUE CYNPYroB

. aKTUBM3AlWsI CIIepMaTOreHe3a y Myxa

IMKJIMYECKHUI TIPUEM 3CTPOr€HOB KEHE

A S R R

13.6. YKAXXUTE COOTBETCTBUE
YCJIOBUA: BEPOATHOCTD:
1. BeposiTHOCTB pokaeHusI peOeHKa C CUHIPOMOM a. 0%
[TaTay mpu kapuotmmne Matepu 45,XX,t(13/15) 0. 5-7%
2. BeposiTHOCTH poXKAeHHsT peOeHKa ¢ CHHIPOMOM B. 10-15%
ITatay npu kapuorure r. 50%
3. BeposTHOCTH pokIeHHsT peOeHKA ¢ CHHIPOMOM 1. 70-75%
[Matay npu kaproturie poxurencit 45XV t(13/13), e. 100%
orma 45, XV t(13/15) wm 45,XXt(13/13)

13.7. YKAXKUTE COOTBETCTBUE

I[MPOTHO3 HOBOPOXJIEHHOMY: BU TTPOI'HO3A:
1. Jlns xu3HA a. OJarompusITHBIN
2. JInst BBI3TOPOBIICHUS 0. HeOIaronpuATHBIN

B. SMIMPUY ECKUIA
. OTCYTCTBYET

OTBETHI K TECTAM IO KYPCY MEJUIIMHCKOW TEHETUKHA
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IMPUMEPHASI TEMATUKA PE@EPATOB
[TprMeHeHe KIMHUKO-T€HEaJlOTMIECKOro MeTo/a B NPaKTUIECKoi pabore Bpaya.
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COBpeMCHHBIC BO3MOKHOCTHU MOJICKYJIAPHO-TCHCTUICCKUX MCTOAOB B AUATHOCTHUKEC U IIPO-

(bPUIaKTI/IKC HaCJICACTBCHHBIX OoJe3He.

Hcnonp30BaHre NOIMMEPA3HOW IIEMHOM peakiuy B JAMATHOCTHUKE HACJIEJCTBEHHBIX Oone3Hei
YeJI0BEeKa.
CCKBCHI/lpOBaHI/IC HYKJICMHOBBIX KHUCJIOT KakK I[I/IaFHOCTI/I‘-IeCKI/Iﬁ METOA B MGI[I/IIII/IHCKOI;'I I'CHC-
THKE.

CymHocTh 1 obsacTh npuMeHennst FISH-auarsocTukm.

HpI/IHI.[I/Il'ILI oprainms3anvi U IpoBCACHMA MaCCOBOI'O OMOXMMHUYECKOI0 HEOHATAJILHOTO CKpH-
HHUHIAa.

MoHUTOpUHT BpOXIIEHHBIX NOPOKOB pa3Burksi B Poccum u KpacHogapckom kpae.

COBpeMCHHBIC NpeaACTaBJICHUA O MOJICKYJBIPHO-TCHCTHICCKUX MCEXaHU3MAX PpPa3sBUTHA U

HACJIEIOBAaHUM MYJIbTH(PAKTOPHAIBHBIX 3a00JIeBaHHIL

Mertonb! M3ydeHus T€HETHKH MYJIbTU(AKTOPUAIBHBIX 3a00J1€BaHUM.

10. ®apmakoreHeTHIECKHE TOAXOABI B JICUCHHH TATOJOTMHA YEJIOBEKa.

11. Ucnonb30BaHue | MEPCTICKTUBBI T€HOTEpANMy HACJIEICTBEHHBIX OOJIe3HEM.
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3HaueHUe BBISICHEHUs CEMEWHOrOo aHaMHe3a B TIOBCEJHEBHOM NPAaKTHUKE Bpaya.
I'enetnueckue ocaoBel BC.

MornekymsipHasi T€HETUKAa aTEPOCKIEpo3a.

CoBpeMEHHbIE JOCTWKEHUSI MOJIEKYJSIPHOM TE€HETHKM B M3YYEHHMM MEXAHM3MOB DPa3BUTHS
THIEPTOHMYECKON OO0JIe3HH.

MeTonbl BBISIBICHHST HACJIEACTBEHHOM MpeapacnonokeHHocTu K I'b.

I'eHeTHKa sS3BEHHON OOJIC3HM.

CoBpeMEHHbIE JOCTIDKCHUS MO M3YUYEHHIO T€HETHUKU MYKOBHUCIMI03A.

MoHoreHHbIe 0O0JIe3HH, TIPOSIBIISTIONTMXCS TIOPAKCHUEM JIBIXaTEeIbHOW CHUCTEMBI.
Knmnyko-reHeTHIecKue acreKThl pa3indHbIX (OpM OpOHXMATBHON acTMBI.
HacnencTBenHasi mpeapacrolioKeHHOCTh K XPOHMYECKHM HecTIelMpUIecKuM 3a00NeBaHUSIM
JICTKHX.

Ponp reneTHdeckuX M CpelloBBIX (JaKTOPOB B JIETEPMHUHAIMK Pa3IMIHBIX (OPM caxapHOTro
nuabera.

CaxapHplii [uabeT KaK CHMIITOM HEKOTOPBIX HACJIEICTBEHHBIX 3a00JIeBaHMUIA.

9K3AMEHAIIMOHHBIE BOITPOCHI
IO YYEBHOMY MOAYJIIO «MEJULNHCKAS 'EHETUKA»
JJVIA CTYJAEHTOB JIEHEBHOI'O ®AKYJIBTETA

HacnenctBenHsie 3a0ojeBaHus 4eNiOBEKa, ompejelieHue, KiaccupuKalysi, MeToAbl abopa-
TOPHOM JTHATHOCTHKU.

[ToHsiTHE O CEMHOTHKE HACJICJICTBCHHBIX OoNie3He# uenoBeka. Kiaccupukarims anHoMammid
pa3Burusi. Ponb MasibIx aHOMasMii pa3BUTHS B CHHIPOMOJIOTMYECKOM aHAJIM3€ HACJIECTBE H-
HBIX Ooe3Heil.

Bpoxnénnple mopoku pa3Burws, kKinaccudukaimy. Monwropunr BIIP, ero 3amaum m opranu-
3a1sl.

KnvHuko-reHeanornyeckuii. MeTofi, €ro NpPUMEHEHHEe B KOHCYJIbTHPOBAHMM OOJBHBIX C
HACJICICTBEHHON ATOJIOTUEH.

[{uroreHeTHuEeCKUE METOJbI, UX LEJb M CYIIHOCTbh, UCIOIb30BAHUE B KIMHAYECKOW IMPaKTH-
Ke.

MaccoBbIil ¥ CeNIEKTHBHBIH OMOXMMHYECKHN CKPUHMHI HACJICJICTBEHHBIX OOJIe3HEH 0OMEHa.

Mertoabl [IHK-anarHocTuK HacJieICTBEHHOW TMATOJIOTHH.

XpOMOCOMHBIE OONIE3HM YENIOBEKAa, XapaKTEepHbIE KIMHAIECKUE TPU3HAKH, KIIacCH(pUKALWS,
METOABI TUATHOCTHKHU.

OcCO0EHHOCTH  KJIMHMYECKHMX TPOSIBICHUA XPOMOCOMHBIX CHHIPOMOB, OOYCIJIOBJIEHHBIX
TPUCOMMSIMU ayTOCOM. MeTO/Ibl AMATHOCTHKH, T€HETUUECKUNA PHUCK.

Oco0eHHOCTH ~ KIIMHMYECKHX TPOSIBIEHUHM XPOMOCOMHBIX CHHAPOMOB, OOYCIIOBJIEHHBIX
XPOMOCOMHBIMH a0eppaimsiMi. MeTo/ bl TUATHOCTHKY, T€HETHYECKUI PHCK.

CuHApOMBI aHEYIUIOWAMH TMOJIOBBIX XPOMOCOM, KJIMHMYECKAsl XapaKTepUCTHKA, METO/bI
JIUaTHOCTHUKY, T€HETHYECKUM PUCK.

CunpoMbl,  OOYCJIOBJIEHHbIE  MMHKPOXPOMOCOMHBIMU  a0eppaimsiMM,  KJIMHAYECKas
XapaKTEepUCTHKA, METOJIbI IMAarHOCTUKH, T€HETUUECKUN PHUCK.

I'ennple Oomne3HM 4esnoBeKa, KIAcCH(PUKALMKM, COBPEMEHHbIE METO/bI JIAOOpaTOPHON JAHArHO-
CTHKH.

Cunnpom Mapdana u Dnepca-/lanio, KIMHIYECKasT XapaKTepPUCTHUKA, METOJbI TUATHOCTHUKH,
TEHETHYECKUN PUCK.

Hacnencrennsie 6one3nn oOMeHa, KacCupuKaIys, IpuMephl, J1a0opaTopHas THarHOCTHUKA.
Kimnnueckasi XxapakTepucTHKa HAcJECTBEHHbIX Oo0Je3He 0OMEHa MaccoBOro OMOXMMMH e-
CKOIr'O HEOHATAJIbHOTO CKPUHWHIA, METO/AbI TMATHOCTUKH, T€HETUUECKUM PHCK.
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Cunnpom HyHaH, KiIMHHUECKash XapaKTepUCTHKA, METOAbl JHUATHOCTHUKH, TE€HETHUYECKHI
PUCK.

Cunnpom KaprareHepa, KIMHMYECKas XapaKTE€PUCTUKA, METOMAbl JIMATHOCTHKH, T€HETHYE-
CKHMI PUCK, T€HETHYECKHI PHUCK.

Cunnpombl Kopuermmm ne Jlanre u PyOwunmreina-TelOu, KIMHMYECKas XapaKTEPHCTHKA,
METOZbI JUATHOCTUKH, TE€HETUIECKHI PHCK.

Buramun JI-pe3ucTeHTHBIN paxuT, KIMHMYECKas XapaKTepHCTHKA, METOIbl JUAaTHOCTHUKH,
TeHETUUECKUN PUCK.

Myxkononucaxapunosbl (cuanpoM ['yprep, cuHIpoM MOpPKHO), KIMHUYECKAsT XapaKTepUCT -
Ka, TEHETHYECKUI PUCK.

CemeliHasi TMIEPXOJIECTEPUHEMMS, KIMHAYECKAas XapaKTEpUCTHKA, METOIbl JAUATHOCT UKH,
TEHETUUECKUI PUCK.

[TonsiTHe 0 MpeIUKTUBHOM (TpeacKa3aTeIbHON) MEIUIMHE U Fe€HaX MpepaclioNoKeHHOCTH.
['eneTrka MynbTH(PAKTOPHUANIBHBIX 3a00neBaHui. OCOOEHHOCTH pacueTa Te€HETUYECKOro pUc-
Ka.

Bunbl u ypoBHM MpOQHIAKTUKK HACJEIACTBEHHBIX M BPOXKIEHHBIX OonesHeil. [lyTtu mpoBene-
HUsL TIPO(IIAKTUYECKUX M EPOTPHAT Ui,

CuctemMa MeEIHMKO-TEHETHIECKOW CiTy>kObl B Poccum, ypoBHHM, TpuHIMITBI opraHmzaimu. Op-
raHmalysl MeIUKO-TeHeTHYeCKor noMmoum B KpacHomapckom kpae.

[TpuHIMIBI  OpraHMW3all MAacCOBOTO HEOHATAJIBLHOTO OMOXMMHUYECKOr0 CKpPHHUHIa HAcien-
CTBEHHBIX Oone3Hel oOMeHa.

[TpeHaTanbHasi JUArHOCTUKA HACJIEACTBEHHBIX W BpPOXKIEHHbIX OOJe3Hel, 3Talbl, ypOBHH,
COBpPEMEHHbIE BO3MOKHOCTH, CPOKU NPOBEJCHUS, BUIIbI, MOKA3aHMUs, OCJIOKHEHUS.
HevHBa3uBHbIE M HMHBa3MBHBIE METObI IPEHATAIHHON JUATHOCTHKH.

[TepukoHUEeTIMOHHAS TNPOQWIAKTHKA BpPOXKIAECHHBIX M HACJIEJCTBEHHbIX OOJE3HEH, 3Tallbl,
MeTOo1bl, 3((PEKTUBHOCTb.



