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Komudukatop pe3ynbpratoB 00yueHus

Kon u Kon u Nunexc Kontpommpyemsie yaeOHbIE MeToms!
Kareropws HanMe- HauMEHOBAaHUE TPYLOBOM Aunaxrn- 3JIEMEHTBI, HOPMHUPYEMEIE B OLIEHMBAHMS
Kgﬁig:j;_ HOBaHHE uHEKaTopa | YHKIMHK I ee e‘;;c}i(;:;a PE3yJILTATE OCBOCHUA pe3yJIbTaToB
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TecToBBIC 3a7aHUA
1. Bvibepume 00un npasuibHulil omeem.

MenunuHckass TeHeTHKa H3y4daeT: a) KIMHMYECKHME OCOOCHHOCTH HacleICTBEHHbBIX
Oose3Hel; 6) ITHOJIOTUIO, TATOreHe3 HACeICTBEHHbIX 00Jie3Hel 1 Oose3Hel ¢ HacaeICTBEHHOO
MPEAPACIIONOKEHHO-CThIO; B) MyTH NPO(UIAKTUKA HACIEACTBEHHBIX OOJIe3HEH; T) pOJb
HACJIEICTBEHHBIX (DAaKTOPOB B MATO-JIOTUH YEIOBEKA.

2. Bvibepume ooumn npasunvusiii omseem.

HasoBute n3BecTHOE YMCIIO HACIEACTBEHHBIX 3a0oeBanuii: a) 1500; 6) 3500; B) 5000; r) 15
000.

3. Bvibepume 00uH npaguibHblii Omeem.

[Tponieccunr oOecnieunBaeT: a) TPAHCKPHIILINIO; ) TPAHCIALUIO; B) “BbIpe3aHue”
MHTPOHHBIX 00JacTel.

4. Bvibepume 00uH NPAGUIbHBLU OMBEN.

[TonaTne reHa BKJIHOYaeT B ceOs: a) TOJIBKO HMHTPOHBI; 0) TOJIBKO 3K30HBI, B) 4acTb
HK30HHBIX y4acTkoB reHa; r) ywactok JIHK, oTBeTCTBEHHBIM 3a CHMHTE3 NOJIUMNENTHU]A; 1)
y4acTKH OeJiKa, OTBET-CTBEHHBIE 3a CUHTE3 CJIO’KHOTO OeJIKa.

5. Bvibepume 00uH npaguibHblii Omeem.

BriOepure mpaBuibHOE ONpesereHue MOHATUS “TEHOM™ YeloBeKa: a) COBOKYIHOCTb
aneport JIHK; 0) xpomocomHbIi Habop oOpraHu3Ma; B) COBOKYIHOCTb TPaHCIUPYEMBIX
yuactkoB JIHK; 1) coBo-kynHOCTh sinepHo# u nuromiazmarnyeckoit JJTHK.

MexaHu3Mbl BOSHUKHOBEHHS SKCIIAHCUU TPUHYKJICOTUAHBIX TOBTOPOB. bonesHu,
BbI3BaHHbIC TUHAMUYECKHUMHU MYTAIHSIMH.
[TpronHble 60E3HMU.

OcoGennoctu PHK-unTepdepeninn y npokapuoT u 3ykapuoT. 3Hau€HUE OTKPBITUS 3TOTO
MeXaHHU3Ma JIJIs1 MEIULIUHBI.

Tspkenast yMCTBEHHAsi OTCTAJIOCTD y JieTel NpH (peHMIKETOHYPHH PAa3BUBACTCS TOJIBKO P HATMYUN
AMUHOKHCIIOTH (QeHWIanannHa B nmme. Jluera, OemHas (eHWIaJaHMHOM, O0ECTIEUYUBAET
HOpMajlbHOE pa3BuTHEe pebeHka. B poxnome BbIIBICHO 3  HOBOPOXKICHHBIX peOeHKa ¢
¢enmikeronypuei. OnuH U3 HUX TIEPBBIX JHEH )KU3HW HAXOIMIICS Ha nuere 0e3 (eHmnanannHa,
BTOPOW JICUMJICS JIMIIb SMU30JIMYECKH, a TPETUH MUTAJICS Kak OOBIYHBIN 370pOBBIH PEOCHOK.
Kakoii Tun nHacnenoBanus QenwiketroHypun? Kakoll MeTon TeHETUKH HCHOJb3yeTcs Uis
JMarHocTUKU GpeHnikeTonypun? Kakoe neueHre BO3MOKHO TPUMEHHUTH?

3anaua 1. JIByxJIeTHHI MalbyiK HANpaBieH B KIMHUKY JUIS OLIEHKH NMPUYUH 33J€p>KKH pocTa. B
paHHEM JETCTBE y peOeHKa OTMEYaJd MOHOC U KOJMKH B JKMBOTE, YTO Pa3peIIMIOCh MOCIE
3aMeHbl JeTcKoi cMme-cu. Korma B pammoH no0aBuiM oObIUHYIO MHUILY, Y peOCHKA MOSBUICS
3JI0BOHHBIN CTYJ, COJACpXalluil He-TiepeBapeHHbIC YacTUIBl MUITM. Ha BTOpOM romy Xu3HH
MaJIbYMK IJI0X0 poc. OTMeueHa MOBbIIIEHHas 3200J€Ba€MOCTb PECITUPATOPHBIMH UHQEKIHSIMU.




B ceMmpe HH Y KOT'O HC 61:1.]10 HU3KOT'O pOCTa, HAPYIIC-HUA NUTAHUA WM XPOHUYICCKHUX JICTOUYHBIX
3a0oneBanuil. [Ipu ocMOTpe 0TMEUEHBI CHUY)KEHHUE MACChl Tella

pocTa, paccessHHbIE XPUIIbI M HEOOIbILIOE paCIIUPEeHne HOITeBbIX (ananr. B octanbHOM naHHBIE
ocMmoTpa O6e3 maronoruu. Kakoe 3aboneBaHne MOKHO TpeanonoxuTh? KakoBa ero stuonorus?
Kaxk nacnenyercst nannoe 3abosneBanue? Kakue CynecTByrOT METOIbl AMArHOCTUKK? JleueHue?

3anaua 2. Manbuuk [l. mecTH JIeT, HalpaBjeH B AETCKYIO OOJACTHYIO KIIMHUYECKYIO OOJBHUILY B
CBSI3U C YMCTBEHHOM 3aJ€P’KKOM M TUIEPaKTUBHOCTHbIO. OH HE CMOT MOCemaTh JAETCKUM caj,
MOCKOJIBKY Bel ce0sl arpecCMBHO, 1O OTHOIICHHWIO K CBEPCTHHKAM, HE B COCTOSHUM OBLI
BBITIOJIHATH 3aJlaHUE, UMENT OCTHbIC pEUEBhIC U JIBUTATEIIbHBIC HABBIKK. B aHaMHe3e — 3ajiepKka
pazButus: cuzen k 10-11 mecsamam, Hayan xoauts k 20, MecsiiiaM, TOBOPUII 2 WM 3 SICHBIX CJIOBa
K 24 mecstaM. B octanbHOM pebeHok 310poB. Ero MaTh ¥ TeTs 0 MaTepUHCKOW JIMHUM UMEH
HeOoJpIIe TPOoOJIeMbl OOy4YeHUsT B JACTCTBE, MASAS 10 MaTe-PHHCKOH JIMHMM YMCTBEHHO
sanepxkaH. [IpenBaputenbHbli nuarHo3? IlpwumbHa ero pasutmsa? Tum HaciaenoBaHus?
[TpensiokuTe METOIBI TMATHOCTUKH U HAIIPABJICHUE JICUCHUS.

3amaua 3. [Ipu oOcienoBaHuu 310pOBOro 16-JI€THETO yUEHHKA IIKOJIBI BBISIBIICHO: aCTEHUYECKOE
TEJNO-CIOKEeHNe, Hebompmias aedopManust TPYOUHBI IO THIY «KYPHHON»  TpyAH,
apaxHOMAKTWIINS, CTPUH Ha IUIeYax M Oelpax, ayCKyJIbTaTUBHBIA IIYM, CBUACTEIbCTBYIOIIUI O
TUCQYHKIIMN a0pTaIbHOTO KiamaHa. DXoKapauorpadus BeISIBHIIA PAaCIIMPEHHE KOPHS aOpPTHI C
aopTtampbHOM  peryprurammei. OdTambMonoru-yeckoe o0cCie0BaHWE TI0Ka3ajo  JIETKOE
JIBYCTOPOHHEE CMellleHHue Xpycraianka kBepxy. Kakoe 3abosieBa-Hue BBISIBICHO Yy MOApPOCTKA?
Kak ono nacnenyercs? KakoBa sTnosnorust 1aHHoi natoioruu? Kak ycra-HaBIMBaeTCsl TMarHo3
(xputepun)? HanpapiieHus jeueHus: ¥ NpOPUIAKTUKN OCIOKHEHUH?

3anava 4. Manpuuk 2 €T, IpoXoJUT 00CIe1I0BaHUE B CBS3M C OOHApPYKEHUEM 5-U MATEH LIBETa
«ko(e ¢ MOJIOKOM», TpU M3 HHUX Oojee 5 MM B muamerpe. [Ipu ocMoTpe He OBUIH BBISBICHBI
BECHYIIKM B TIOAMBI-IIEYHBIX WM TAXOBBIX 00JACTAX, MOPOKH Pa3BUTUS KOHEYHOCTEH W
Helipopubpomel. KnuHuueckuit ocMoTp 000MX poauTeNned HE BBIABHI  IPU3HAKOB
HerpopuOpomaroza. MOKHO 1M YyCTaHOBHUTH JuarHo3 Hedpodubpomaroza? KakoBbl ero
nrarHoctTudeckue kputepun. Kak Hacienyercst maHHoe 3a0oneBanue? KakoBa ero STHOJOTHSL.
Tpebyercs 11 B JaHHOM citydae jedyeHue? BpaueGHoe HabmoieHue?

3anava 5. Ponurenu 1eBOYKHM OOpaTUIINCh K Bpady € jKajno0amu Ha HaJu4ue y peOeHKa 3yIsaImx
KOXKHBIX BBICBIIIAHUN M MIIoXoe mnpubasineHue B Bece. [locne Hayana BCKapMIIMBaHUS y Hee
NOSIBUIOCH IIENYyIIe-HUE U TUMEPEMHsI KOXKH IIeK, KOHEYHOCTEH, COMPOBOXKIAIOMINXCS 3YA0M.
[Tocne Hayana mpUKOpMa 3TU MPOSIBICHUS YBETUYMIIUCH, TOSBUINCH CPHITMBAHMS, TUIOXON COH.
PebGenok cran OecrnokoilHeIM. Bpau — gepmaTonor pacueHuWa O3TH H3MEHEHHs Kak
AKCCYJIaTUBHBIN JMaTe3 W Ha3HAuYWJ BHYTPb AHTUTUCTAMHMH-HBIE Ipenapathl U MECTHO —
IUHI0N (TIOJCYIIMBAIOIIEe, AaHTHUCENTHYECKOe cpenctBo). Jleuenume »sddex-ta HE mano.
Habmonaercs Mukpouedainus, MOBBIIIEHUE CYXOXHIBHBIX peQIIEKCOB, TMIEPKUHE3bI, CYA0-
poru. OTMedaercs CHM)KEHHE MUTMEHTAllMM KOXH, Bosoc. PamykHbie 0005104KkH rosy0oro
nBerta. Bamr mnpeanonoXuTenbHbIM auarHo3? Otuonorus? Tunm HacneqoBaHHS JAHHOTO
3aboneBanusa? Kakue nccne-noBanus HeoOxoaumo mposectu? HampasieHus seuenus?

3amaya 6. Ha KOHCynmpTanMiO HampaBlIeH MaJbUMK 7 JIET MO IOBOAY MpPEXIAEBPEMEHHOTO
MOJIOBOTO CO-3peBaHus. [Ipu OCMOTpe BBISBICHBI YBEJIMYCHHBIE TEHUTAJIWH, HadaBIIEeCs
OBOJIOCEHHE JIOOKOBOW 00Ja-CTH, NTUTMEHTAIMsl MOIIOHKH. ManpuuK OTCTaeT B pPOCTE,
HapymeHus [{HC kak npuunHa npexaeBpe-MEHHOTO CO3pEBaHUs MCKIoYeHbl. Kakol nuarnos
MOXXHO TIPEINOJIOKUTE? DTHOJOTHS JaHHOTO 3abose-BaHus? Tum HaciemoBaHWS TaHHOU
natoyioruu. Kakue 1onoJHUTebHbIE UCCIIeIOBaHU HE0OX0uMo npoBectu? Jleuenue?

3amaua 7. Ha koHCymbTamuio oOpaTuiachk ceMbs, B KOTOPOHl BTOpOl peOEHOK, JEBOYKa,



POIMIIACH C MO-POKOM PA3BUTHS JIEBOM PYKH — JIyueBOM KOCOpPYKOCThIO. [Ipu peHTreHorpaduu
oOHapy»XeHa TUIOIUIa3usl JIyueBoi KocTu. [lpu ocMoTpe ObLT 3am0103peH BPOKACHHBIN MOPOK
cepiua, a TMpu NPOBEICHUHM JOMOJ-HUTEIbHBIX HCCIECJOBAHUNA MOATBEPXKIEH Je(EeKT
MEXOKEITYJOUKOBOU neperopoaku. IloMuMo 3T0ro, y 1€BOUYKM OTMEYAIOTCS KIMHOJAKTUIINA 5-T0
nanblia, HeOopas runoriasus kiouni. [Ipu ocmoTpe po-auteneil y otua peGeHKa BbIsBICHA
TUIOIIa3usl MEePBOro Maliblla MPaBOil pPyKH, BOPOHKOOOpa3HOE BIAB-JIEHHE TPYAUHBI JIETKOU
CTEMEeHH, IpoJialc MUTpaIbHOro KiamaHa. MaTb W crapmmii OpaT 1eBOYKH 370-poBbl. Bam
nuarHo3? K kakoil rpymnme maTojIoTMH OTHOCHUTCS 3TO 3abosneBanue? Dtuonorusa? Tun Hacre-
noBaHua? MeToabl JUAarHOCTUKU U JICUEHUS?

3amaga 8. Y BTOpOro peOeHKa MOJIOBIX, 3I0POBBIX POJUTENCH HAOIIOJaeTCs JKENTyXa ¢ MEePBBIX
JHEH ku3HH, Herpsimoid ounupyOun 10 30 mr%, yBenuuenue nedenu. [lepBeiii pebeHok norud B
pe3ysbTaTe aHAJIOrMYHOro 3alolieBaHUs B Bo3pacte 4-X JeT (JIBYCTOPOHHSAS KaTapakTa,
YBEIUYCHUE  TICUYECHH, IKEI-TYHIHOCTh KOXHBIX  IMOKPOBOB, CYJOPOXHBIM  CHHAPOM.
[Ipeanonoxutenbupli quarno3? Ilpuumnna Bo3-HUKHOBEeHHMsT 3a0oseBaHusi? KakoBa TakThka
Bpaua B OTHOIIEHHUH 3TOro pebeHka?

3amava 9. YV pebGeHKka B poAMILHOM JOME BBISBJICHA IMOJIOKUTEIbHAS PEaKldsd MOUM Ha XJIOPUT
xkenesa (III). Kakoe 3aboneBanue mokHo mpennonoxkutb? Kak ono nHacnmemyercs? Kakosa
JanbHENIas TaKTUKa Bpada B OTHOILIEHUH 3TOTO peOeHKa?

1. Bvibepume necKoIbKo NpaguibHbIX OMEEemos.

HazoBute 3a00sieBaHUs, 3THOJIOTHUYECKUM (PAKTOPOM KOTOPBIX SBISETCS MYyTallMs TUIA
"9KCIIAaHCUSI TPUHYKJIICOTUIHBIX TIOBTOPOB': a) CEpIOBHIHO-KIETOUHAS aHEMUs; 0) Talmaccemus;
B) Muoauctpodus J[lromenHa-bekkepa; r) cunapom Fra-X; n) xopes ['‘enunrrona; e)
MYKOBHCIIH]IO3.

2. Bvibepume 00uH npaguibHbulll OmMeen.

VYKaxkuTe BEpPOSTHOCTh MOBTOPHOI'O POXKJIEHHUS OOJBHOrO pedeHKa B CeMbe, B KOTOPOH
poIMTENH 30POBBI U MMEIOT OOJNBbHYIO JI€BOYKY C CHHApoMOM Mapdana (ayTocOMHO-
JOMWHAHTHBIN THI HACJIET0-

BaHus): a) 50%; 6) 6mm3ko k 0%; B) 100%; 1) 75%.
1. Bvibepume HecKoIbKO NPABUILHBIX OMBEMO8.

VYkaxuTe NpPU3HAKH, XapaKTEePHU3YIOIIHNEe MHUTOXOHAPHAIBHBIA THIT HACIEJOBAaHUS: a)
ponutenu pe-6eHKa (EHOTUIMYECKH 3J0POBbI, HO aHAJOTHMYHbIE 3a00JIEBaHMSI BCTPEUAIOTCA Y
cubcoB mpobanaa; 6) ChIH HUKOTJAa HE HacleayeT 3abojeBaHHe OT OTIA; B) OJUHAKOBO YacCTO
3a00JIeBaHNE BCTPEYAETCA Y MY)KUMH U Y KEHIIHMH, POAUTETN OOJIHHOTO peOeHKa 3I0POBHI; T)
3a00JIeBaHNE BCTPEUAETCS B KaXk/10M MOKOJICHHH.

2. Bvibepume 06a npasuibHulx omeema.

OTHONOTHYECKUMH (AaKTOPAaMH MOHOTEHHOH HACIIEJICTBEHHON IMaTOJIOTHH SIBISIOTCS: a)
MEPEeHOC y4yacTKa OJHOW XpPOMOCOMBI Ha Jpyryto; 0) u3menenue crpykrypsl [IHK; B)
B3aMMOJICHICTBHE TEHETHYE-CKUX W CPEeNOBBIX (DaKTOpPOB; T') MyTalldd TE€HOB; J) JeNenus,
TYTUTUKAIUS, TPAHCIOKAIUS Y4aCTKOB XPO-MOCOM.

1. Bvibepume 06a npasuibHulX OMeemos.

Kakue BHUIBI XpOMOCOMHBIX aHOMAJIMK HE BCTPEUAIOTCS Y JKUBOPOXKICHHBIX: a) TPUCOMHH
Mo ayrocomam; 0) TPUCOMHUH IO TOJOBBIM XPOMOCOMaM; B) MOHOCOMHH IO ayTOCOMam; T)
MOHOCOMHH TT0 X-XPOMOCOME; ) HyJUTMCOMUS TI0 X-XPOMOCOME.

2. Bvibepume 0sa npasunvrvix omseema.

Kakme Myranuu OTHOCATCS K T€HOMHBIM: a) WHBEPCHH, TPAHCIOKAIWHU, IYTUTHMKAIUH,
nenenuu;  0)  TONWIUIOWIWHW,  aHCYIUIOWAWH, B)  TPUIUIOWIWH, TETPAILIOWIUH; T)
BHYTPUXPOMOCOMHBIE U MEKXPOMO-COMHBIC TIEPECTPOUKH.
3amaua 1. B cembe y 310pOBBIX poauTeneit poauics 0onpHOM pedeHok. Bec mpu poxaeHun — 2
KT, OKPY>KHOCTb Yeperia yMEHbIIIEHa, 100 CKOIIEHHBIN 1 HU3KHH, TBYCTOPOHHUE PACIICTUHBI
BEpXHEH IyObl



Heba, HU3KO PACIIOJIOKEHHBIE U Je(OPMUPOBAHHBIC YIIIM, HA 00€UX PyKax — IOJHMIAKTHIIHS.
[TocraBpTe TmpeaBApUTENbHBIM AMArHo3. 3anumuTe Kapuotun. Kakoil OCHOBHOW MeTon
JIHArHOCTHKH 3TOro 3aboje-BaHmsa? KakoB MeXaHHM3M BO3HUKHOBCHHS 3TOr0 3a00JcBaHUS?
Hamnpasnenus nedeHus

3amaya 2. Y Myxuunbsl B 70% KIETOK SMUTENHS CIU3UCTOM IIEKH OOHApYKEHO 2 TIIBIOKU
[I0JIOBOr0 Xpo-maruHa. [loctaBbTe mpenBapUTENbHbIN AuarHo3. 3anuiuuTe kKapuotum. Kakoi
OCHOBHOI METOJ JUarHo-CTUKH 3Toro 3aboneBanus? KakoB MexaHW3M BO3HUKHOBEHHUS 3TOTO
3a0osieBanua? HampasiieHus jgeue-HUs

1. Bvibepume 00un npasuivisili omeem.

YkaxuTe I KaKOro XPOMOCOMHOIO CHHApPOMa XapakTepeH Ha0op CHUMIITOMOB,
BKJIIOUAIOLIMX YMCTBEHHYIO OTCTalOCTh, Jonuxouedanuio, nehopMUPOBAHHBIE YIIHbIC
PaKOBHHBI, (PIEKCOPHOE MOJOXKEHHE MANbLEB PYK, BPOXKACHHBIA MOPOK CEpAla: a) CHHIPOM
DnBapaca; 6) cunapowm llatay; B) cunnpom JlayHa; T) cuHIpoM "Kolaubero Kpuka'.

2. Bvibepume ooun npasunvhsiii omeem.

Kakue myranumm OTHOCATCS K T€HOMHBIM: a) MHBEPCHM, TPAHCJIOKALWHU, IYIIMKALUH,
neneuuy; 0)  MONMIUIOWIWHW,  AHEYIUIOWAWH, B) TPUIUIOWAWM, TETPAIUIOUIWU; T)
BHYTPUXPOMOCOMHBIE U MEKXPOMO-COMHbBIE TIEPECTPOUKH.

Uro sBiseTcs BeOyIUM B KIMHHUYECKOM IPOSBICHHM XPOMOCOMHBIX Oolle3Heil: a)
3aJiep>KKa B MICUXWYECKOM Pa3BUTUU y JIETEH MIIAJIIETr0 BO3pacTa U YMCTBEHHAs OTCTANOCTh Y
JIeTel cTapIuero Bo3-pacrta; 0) HapymeHne (GU3MIECKOro Pa3BUTHS; B) CHCTEMHOCTh MIOPAXKCHHUS;
') HApYyLLIEHUE YMCTBEHHOI'O PA3BUTHUS B COUETAHUU C IOPOKAMH Pa3BUTHS U MUKPOAHOMAJIUSIMU
pa3BUTHSL.

1. Bvibepume 00un npasuibHulil omeem.

3HaueHue IPOTOOHKOTEHOB B HOPMAJbHBIX KJIETKax: a) B HOPMAaJbHBIX KJETKax
IPOTOOHKOT€HOB HeT; 0) HuMeT OJM3Koe poOJCTBO ¢ (hakTopaMu poOCTa KIETOK M HX
peuenTopamu; B) y4acTBYIOT B posiu-(hepanuu 1 quddepeHnnanum KIeTok.
2. Bvibepume 0sa npasunbhvix omseema.

(akTopaM, MOBBIIAIOIIUM PHUCK MYJIbTH(PAKTOPUATIbHON OOJE3HH, OTHOCATCS: a)
HaJIMYUe aHAJIOTMYHOM OO0JIE3HH Yy KpPOBHBIX POJCTBEHHHKOB; ©0) TIeTepO3UTOTHOCTH [0
ayTOCOMHO-pPEIIECCUBHOM 00-71€3HM; B) BpeAHbIE (aKTOPbI OKpY’Kalollel cpelpl; I) OoJblIoe
YUCJIO JETEN B CEMBE.

3anaua 1. B Menuko-reHeTH4ecKy0 KOHCYIbTALNI0 00paTHIach CyNpyXeckas napa, y KOTopon
YyeTblpe OEpEeMEHHOCTH 3aKOHUMJIMCh POXKACHHEM MEPTBBIX MIIAJCHIIEB C MHOTOYMCICHHBIMU
AHOMAJIMAMU pa3-BUTHE. M3BECTHO, UTO OTELl ATOM CEMBM SIBJISAETCS JIMKBUAATOPOM aBapUH Ha
Yepuoobuibekoit ADC.

[TpryrHa BO3HUKHOBEHUS MaTOJIOTMH — HK30T€HHBIE TePATOTeHHBIE (PAKTOPEI.

[Tatonmorus He yHaciIeq0BaHA.

HebnaronpusTHblii.

[Tocne neranbHOrO 00CIEI0BaHUS 00OMX POAUTENEH, CKOpEee BCEro, OyyT JaHbl

PEKOMEHIallMU TI0 OTPAaHUUYEHUIO 3a4aTHsl.

3amaya 1. B Meauko-reHeTHUECKyl0 KOHCY/IbTAIMIO OOpaTWiIach ceMeifHas mapa IO IMOBOAY
O6ecrmonua. OOcnenoBaHue y CIEHUATNCTOB HE OOHApPYXWJIO KaKHUX-IMOO OTKJIOHEHHH B
310poBbe. JIMIIb MpH Je-TalbHOM OIpOoce OBUIO BBISBIEHO, YTO JKEHIIMHA JUIMTEIBHO
IPUIEPIKUBAETCS MPEUMYIECTBEHHO MO-JIOYHOW JHETHI C MPAKTUYECKH MOJIHBIM OTCYTCTBUEM
oBoIel B parmoHe. Kakosa BeposTHas mpuanHa 6ecruiofus? KakoB mporHo3 st 3TOH CeMbH B
OTHOILLIEHNHU JETOPOXKAeHU? J[aliTe peKOMEeHJalnu.

3anaua 2. [IpoGany - 3710poBas KEHIMHA UMEET YeThIpeX OpaTheB, JABa U3 KOTOPHIX OOJBHBI
JIKANTOHY-pHEH (0TCyTCTBUE (DEpPMEHTa, OKUCIISIONIET0 TOMOT'CHTH3MHOBYIO KHCIOTY). MaTh
npobaHaa 340poBa U UMEET JIBYX 3/0pOBBIX OparbeB. Otell nmpobanaa OoJen aaKanToOHypHUEH.
OH mpUXOAMUTCS TBOIOPOIHBIM OpaToM CBOEH *eHe. Y HEero ecTb 3[0pOBBI Opar M 340poBast



cectpa. baObka mo nuHUM OTia ObUTa OOJL-HOW M COCTOsIa B Opake CO CBOMM JABOIOPOJHBIM
310poBbIM OpaToM. baOka um jgen mpoOaHaa IO JIMHMKA MarepH 370poBbl. OnpenenuTte THIT
HACJICJIOBAHMSI M BEPOSATHOCTh POXKJICHUS OOJBHBIX JCTeH B CEMbE MPOOAH/IA TP YCIOBHH, €CIIH
OHa BBIMJICT 3aMYX 3a 3JI0POBOT'0 MY>KYHHY, MaTh KOTOPOT'O CTPajia ajJKaI-TOHYPHEH.

3anaua 3. JleBouka, 15 ner. Ponunace oT nepBbIX CPOUHBIX POJOB ¢ Maccol Tena 2700r, ;imHon
tena - 47cM. Ponel mportekanu 6e3 ocobeHHOcTel. [Ipyu mepBoM 0CMOTpE BBISBICHO: KOPOTKast
11es, HU3KOE PacIOIOKEHUE YIIHBIX PaKOBHH, JUMpaTudeckuil otek kucieil u crom. K rpynu
Obula mpuiiokeHa Ha 2-e¢ cyTku. Ha rpyaHoM BckapMilMBaHUM 10 roja. B mcuxomoropHoM
pa3BUTUHU HE OTcTaBasa. IIpu HacTOs-1IEM OCMOTpE BBISIBIEHO: HU3KOPOCIOCTh (Macca Tena 46
Kr, JiuHa Tena 130 cM). AHTUMOHTOJIOMIHBIA pa3pe3 Ta3HbIX IIENIeH, HU3KOE PaCIlONOXKEHUE
YIIHBIX pakoBUH. KopoTkas 1iest ¢ KpbUIOBUIHOM CKJIaA-KOM KOXKM, HU3KMH POCT BOJIOC HA 1ee,
KIMHOAAKTUIMS. KOHTakTHas, Ha HECIIOKHbIE BOIPOCHI OTBEYAET KOPOTKO (Za, HET) u
anekBatHO. JlaHHBIE JTA0OPAaTOPHBIX  HCCIENOBAaHWN 0€3  OTKIIOHEHHWH OT  HOPMBL.
[IpenmonoxurenbHblid quarno3? JlanpHeHmmid MporHo3 (PU3NYECKOrO U HEPBHO-TICUXHYECKOTO
pa3BuTHs peOeHka? BapuaHTel geueHus.

3anmaua 4.K Bpauy nenuarpy obpaTuiach keHIIMHa ¢ peOeHkoMm 10 neT 3a KOHCynbTaluen Mo
MOBOJIy OT-CTaBaHUs B (PU3UYECKOM pPa3BUTHH OT CBEPCTHHUKOB. Kpome TOro, MalbyuKk IIOXO
yCBauMBaJl WIKOJIbHYIO MpOrpaMMy M OTCTaBal B HHTEJUIEKTyalbHOM pa3BUTHH. Pogurtenu
3JI0POBBI, HO BO BpeMsi OEpEeMEHHOCTH JKEHILMHA TIEpEeHecIa OCTpoe BUpycHoe 3aboneBanue.lIpu
OCMOTpE y peOeHKa ONpeAeNsitoTcs runoTpo-hus, Mukpouedanus, BEICTyHAONINEe HaJOPOBHBIC
IyTH, BBICOKUU JI00, SMHKAHT, MTO3, THUIEPTEIOPU3M, KIIOBOBUAHBIA HOC, MHUKPOTHATHS,
YMCTBEHHAsl OTCTaNOCTh. Bpau 3amoo3pui HacneACcTBeHHOE 3a00ie-BaHNe U HANIPaBHII peOeHKa
B MI'K, rae 6b11 ycTaHOBIIEH AMarHo3: cuHapoM Bonbda-XupiixopHa.

Onpeaenute BEPOSATHYIO PUYHMHY 3a0oeBanus. Kakue vcciaenoBanus HEOOX0IMMO IPOBECTH
JUIS yTOY-HEeHUs auarnosa? Onpenenure puck sl pOKACHUS APYTHX JETEH ¢ TOJOOHBIM
3200JI€BaHUEM.

Buvibepume ooun npasunvHwili omeem.

OnTuManbHBIMU CPOKAMH ITPOBEACHUSI OMOTICUU XOpUOHA sBisA0TCA: a) 12 — 14Hen.; 6) 8
— 12nen.; B) 4 — 6Hen.

Buvibepume ooun npasunvHwili omsem.

[IpexonuenimonHas MpoPUIAKTUKA — O3TO: a) yNpaBlIeHHWE HKCIpPeccHuerd TEeHOB; 0)
AIIMMUHALMSA SMOPHOHOB U TUIOJOB C HEOHATAJIbHOW MATOJOTHEH; B) TeHHAas HWHXKEHEpUs Ha
YPOBHE 3apOJBIIIEBbIX KIJIETOK; I') MJAHUPOBAHUS CEMbH M MEPONPUATHSA 0 ONTUMHU3ALUU U
Pa3BUTHS 3UTOTHI.

Myrarenes. Knaccuduxarus mytaruii. ['eHepaTUBHBIE 1 COMAaTHUECKHE
MyTaiuu. CrioH-TaHHBIM U UHYLIUPOBAHHBIA MyTallMOHHBIN Mpoiiecc. BrisiBieHnue u
KOJIMYECTBEHHBIN YUET My-Tallll.

I'eneTHUECKMI KOHTPOJIb MYTAaIMOHHOTIO Npolecca. PaguanuoHHbIi 1 XUMUYECKUI
MyTa-TeHe3. MyTareHsl okpyxatoieii cpezpl. @akTopbl, MOAUUIHUPYIONIHE My TallHOHHbIH
nporiecc.

I'enomuka - Hayka o reHoMax. CTpyKTypHas OpraHu3ainusi TeHOMa MPOKapHoOT U
sykapuoT. Kiaccuduxanuss NOBTOPSIIOIIMXCS 3JIEMEHTOB TIeHOMa. MexXIyHapOaHbI HpPOeKT
«I'eHOM yeno-BeKay.

[TonmynssuMOHHO-CTAaTUCTUYECKUN METOI. [ eHeTnUecKast CTpyKTypa MOMYJISIIIUAH.
YacToThl TeHOB 1 T€HOTHIOB. 3aKkoH Xapau-BaiinOepra. ['eneTnueckuii rpys.

@akTopbl TMHAMHUKH T€HETHYECKOTO COCTaBa MOMYJIALNH: Apel( TeHOB,
MYTaIlMOHHBIH MPOIIeCC, MUTPAINN, H30MpATEIIbHOE CTIApUBAHUE 0COOCH, eCTECTBEHHBIN 0TOOP.



[lonsstne o eBrenuke. [lo3uTHMBHAs M HeraTMBHAs €BIEHUKA: COLIMAJIbHBIC
acnekTel. Co-BpeMEeHHbIE ATHYECKHUE MPOOIeMbl MEAUIIMHCKON I'eHEeTHKHU (KJIOHHPOBAHUE U
reHeTUYeCcKas aclopTH3aLus).
MeToapl MOJICKYJIIPHON TUarHOCTUKUA. OOIIMe TOHSTHS.
[Monumepasnass uennas peakuust (IILIP), ocHOBHbIE mNOHATHUS (MPUHIIMIL,
TEMIIepaTypHbIE PEKUMBI, cOCTaB Oydepa).
Hemn w npunmun npoBeneHus peakiuu [IJIP® (momumopdusm miuH
PECTPUKIIMOHHBIX (DparMEHTOR).
AHanu3 ogHoLeTIoYeyHoro KoHdopmarmonHoro nomumopdusma (SSCP), nenu u
MPUHUUIT IPOBEICHHUS.
CexBennpoBanue 1o CaHrepy - 1eJId U NPUHIKUIT TPOBEICHUS PEaKIUu.
PecTpuKIIMOHHBIN aHATHU3.
I'enoTepanus, nporpamma, UEH, MTOAXO0AbI. Y CIICIIHbIE TPOEKTHI FEHHOW TE€PAITUH.
[Tonsitue o papmakorenerrke. OCHOBHBIC IIENIU U 33]]a4H.
Mmuorogakropasie (Mynbrudakropuansasie, BHIT) 6onesnn. ['enernueckue u
cpenoBbie (haKTOPBI pHUCKA.
bnu3HenoBsIil METOI, 1€, 3Tallbl, pacueT K03 QuirenTa XoIbluHrepa.
HacnencrBennbie 0OJIC3HU: ITUONOTHS, KiIaccU(HUKAIMs, THUIIBI HACICIOBAHUS,
0COOEHHO-CTH KJIIMHUYECKUX MPOSIBICHUH.
CeMuoTHKa HacleACTBEHHBIX 3abonieBanuid. [lonstue cunapoma. OOrmas
XapaKTEepUCTUKA HACIEACTBEHHON NaTOJOTUU. TepMUHOIIOTHS.
MukpoaHoManuu pa3BUTUS (CTUTMBI IU3IMOpUOTEHe3a), OIpeaeTieHHe, Lelb
BBISIBJICHUSI, 0COOCHHOCTHU KJIMHUKO-MOP(OJIOTHIECKOr0 OCMOTPa BPAaUOM-T€HETUKOM.
Tunel reHHbIX MyTalWid, HOHCEHC, MUCCEHC, CIIBUI' PAMKU CUMUTHIBAHMUS, CIUIANCUHIOBbIE
MyTaluu. MexXaHu3Mbl FT€HHbIX MYyTallUi.
['ennbie Oone3nn. O6mue nouatus. Knaccudukarus. [Ipumepsr.
KimHauko-reneanornyecknit Mmetod. Tunsl HacnenoBanus. KinuHudyeckne mpuMepsl.
Oco0eHHOCTH ayTOCOMHO-JJOMMHAHTHOTO THMNa HaciefoBaHus. COCTaBUTH POJOCIOBHYIO.
[Tpumeps! 3a001€BaHUH.
Oco0eHHOCTH ayTOCOMHO-PELIECCUBHOTO Tumna HacienoBaHus. COCTaBUTh pPOJIOCIOBHYIO.
[Tpumepsl 3a0051€BaHU.
Ocobennoctu Y CIEIUIGHHOTO Tuma HacneaoBaHus. CocTaBUTh poAocioBHY0. [Ipumepst
3a00J1eBaHUH.
OcoOenHocTy X-CIEMJIEHHOTO JTOMHHAHTHOTO THMa HacienoBaHus. COCTaBUTH POJOCIOB-
Hyt0. [Ipumepsl 3a601eBaHMiA.
Ocob6enHocTr X-CIETIEHHOTO PEIIECCUBHOTO THUIIA HACIIEIOBAHMUS.
CoctaBuTth poaocnoBHyto. [Ipumeps! 3a601eBaHmil.
[{uTomiazMaTH4yecKuii WM MaTEPUHCKUW TUI HacienoBaHud. COCTaBUTh POJOCIOBHYIO.
[Tpumeps! 3a001eBaHUH.
HacnenctBenusie 601e30u oOMeHa. OO01iast XapakTepucTHKa U Kiaccuukarius.
MyKOBUCIHI03: TEHETUKA, MEPBUYHBIA T'eHETHYECKUN Ne(DeKT, KIMHUKA, MaTOTeHe3, 1a-
THOCTHKA, JICUCHUE.
DEeHUIIKETOHYPUS: TEeHETUKA, TIEPBUYHBIA OMOXUMUYECKHN NedeKT, KIMHUKA, HeOHATAlb-
HbIIl CKpUHUHT, MIATOT€HE3, AUArHOCTUKA, JICUCHHE.
CungpoMm Mapdana: Tun HaclieJOBaHUs, MaTOreHe3, JUarHOCTUKA, KIMHUYECKHE MpPOsB-
JICHUSI, JICYEHUE.
bone3nun skcnancum, cuHApoM MapTtuHa-benna, reHeTuKa, KJIMHUKA, MaTOTeHE3, JUarHo-
CTHKa, JICYCHHE.
OO0mas xapakTepucTUKa MUTOXOHAPHUATbHON maTosoruu. OCOOEHHOCTH TeéHOMa MHUTOXOH-
npuit. [Ipumeps! 3a00s1eBaHmiA.
Opdannsie 3a60neBanus. O6mue nousTus. [Ipumepsl. Peectp opdannbix 3a0oeBaHmiA.
OO61mas xapakTepuCTHKa U MEXaHU3Mbl XPOMOCOMHOM MaTOJIOTUH.



['enoMHBIE U CTpYKTypHBIE abeppanuu xpomocoM. Kiaccuduxanus. [Ipumepsr.

Knaccugukanus 1 MexaHu3Mbl XpOMOCOMHBIX MyTalUil, cOanaHCUpOBaHHbIE U HecOaaH-
CUPOBaHHbIE CTPYKTYPHBIE IEPECTPOIKH.

HacnencrBennsie 0ojie3HH, 0OYCIOBICHHbIE AHOMAIMSAMHU IOJOBBIX XPOMOCOM, OCOOEHHO-
CTH TE€UEHMS, IPUMEPHI.

BpoxénHble MOPOKU pa3BUTHSL: OINpelesIeHUe, KiIacCu(puKalus, 3THOJIOTUS, TyTH MPpopu-
JIAKTUKH.

MeTtonbl aHanu3a KapuoTuna (LUTOT€HETUYECKHE, MOJIEKYISIPHO-IIUTOIC€HETUYECKUE),
IIPUHLIMAIIBI U JUaTHOCTUYECKUE 3aJauH.
[ToxazaHus U1 HUTOT€HETUYECKOT0 00CIeI0BaHUS B IIOCTHATAIILHOM IIEPUO/IE.

Cungpom JlayHa: TMI MyTanuu, IaTOTEHE3, JUArHOCTHKA, KJIMHUYECKHUE NPOSIBICHHUS, JIe-
YECHHUE.

CungpoM DpBapica: TUII MyTallM, IIaTOTEHE3, JUArHOCTHKA, KIMHUYECKUE ITPOSBICHUS,
JICYEHUE.

Cungpowm Ilaray: Tun myranuu, NaTOreHe3, JUArHOCTHKA, KIMHUYECKHUE MPOSIBICHUS, Jie-
YEHHUE.

Cunnpom IlepemeBckoro-TepHepa: TUIl MyTaluu, NaTOreHe3, TUArHOCTHKA, KIMHUYE-
CKHE IIPOSIBIICHUS, JICUCHHUE.

Cunnpom KnaitHdenbTepa: TUI MyTalMy, MATOr€HE3, AUATHOCTUKA, KIMHUYECKUE MPOSIB-
JICHUs, JICYECHUE.

Yactuuneie aneymionauu (cuaapom Boinbha-XupmxopHa, «KOMAYbero KpUka»), TUI My-
TalUy, 1aTOT€HE3, JUArHOCTHKA, KIMHUYECKUE MPOSIBIICHNUS, JIEUCHHE.

[TpoduiakTuka HaciaeICTBEHHBIX 3a00JI€BaHUM, YPOBHHM, MOAXO0xbl. IloHATHE «I1epUKOH-
LENIHUOHHOMN MPOMUITAKTUKIY.

Menuko-renernueckas ciayx0a: 1enp, 3a1aun. [lepeuncnuTb NMoka3aHus AJs HalpaBJIEHUS
Ha KOHCYJIBTALIMIO K Bpauy F€HETUKY.
[TpenaranbHast quarHoctuka. O0Imas XapakTepucTHKa, 11€1b IPUMEHEHHs, METO/Ibl, CPOKH.

HeunnBas3uBHbIE METO/BI NPEHATATBHOW AMArHOCTUKU (OMOXMMHUYECKUI CKpuUHUHT, ¥Y3U).
OO61as xapakTepUCTHKA, LIe]Ib IPUMEHEHHS], METO/IbI, CPOKH.

MHBa3uBHBIE METOABI MPEHATAIbHON AMArHOCTUKH. OO0Ias XapakTepUCTHKA, LENb MpUMe-
HEHUS, METO/Ibl, CPOKHU.

CoBpeMeHHbIE TOJIX0/Ibl B HEMHBA3UBHOM IMpEHATaIbHOW MAarHOCTHKE (aHaJIU3 XpPOMO-
COMHOM MaTOJIOTUU MO KPOBU MaTepH, NPEUMIUIAHTALIMOHHAS IUaTrHOCTHKA).

KomnbloTepHble TUarHOCTUUECKHUE MPOrpaMMBbl. 3aJlauM, peliaeMble ¢ UX MOMOIIbIO.
IIpumeps! mporpamm.

Myrarenes. Knaccuduxanus mytanuii. ['eHepaTuBHBIC U cOMaTH4ecKe MyTaruu. CIIOHTaHHBIN
WHIYLIIMPOBAHHBIA MYTAllMOHHBIN ITpoliecc. BhIABIEHNE U KONMYECTBEHHBIN y4E€T MyTallUi.

I'eneTH4eCcKUil KOHTPOJIb MYTAaMOHHOIO Mpouecca. PagualimoHHbIA U XUMHYECKUI
MyTa-TeHe3. MyTareHsl OKpyKaromeil cpeabl. DakTopbl, MOAUPHUUUPYIOIIME MYTALMOHHBIN
nporiecc.

I'enomuka - Hayka 0 reHoMax. CTpyKTypHas OpraHusaius reHoMa MPOKapUuoT U
sykapuoT. Kriaccudukarusi MOBTOPSIOMIUXCS AJIEMEHTOB TeHOMa. MeEXTyHapOIHBINH MPOEKT
«I'eHOM ueIo-BeKay.

[TonmynssuMOHHO-CTAaTUCTUYECKUN METOJ. ['eHeTn4ecKasi CTpYKTypa MOIMYJISIIHH.
YacToThl TeHOB 1 T€HOTHIOB. 3akoH Xapau-BaiinOepra. ['eneTnaeckuii rpys.

®dakTopel JUHAMUKH TEHETUYECKOTO COCTaBa TOMYJISIUU: Ipeid TEHOB,
MYTAI[MOHHBIA TPOIECC, MHUTPAIlMU, W30UpaTeIbHOE CIapUBaHUE OCOOEH, €CTECTBEHHBIN
oTOOP.

[lonsstne o eBrenuke. [lo3uTHMBHAs M HeraTMBHAs €BIEHUKA: COLIMAJIbHBIC
acniekTel. Co-BpeMEHHBIE ATHYECKHE MPOOIEeMbl METUIIUHCKON TeHETUKU (KIIOHHMPOBAHHE H
reHeTHYecKas MacropTH3anus).



MeTo1bl MOIEKYISIPHOIM AUarHOCTUKH. OOIINe TOHSTHS.
[Tomumepasnas uennas peakuust (IIL[P), ocHoBHBIE mOHATHS (TMIPUHITHII,
TEMIIepaTypHbIE PEKUMBI, cOCTaB Oydepa).
Hemn w npuHun npoBeneHus peakiuu [IJAPD (momumopdusm aiuH
PECTPUKIIMOHHBIX (DparMEHTOB).
AHanu3 ogHoLeIoYeyHoro kKoHdopmarmonHoro nomumopdusma (SSCP), nenu u
MPUHILIMIT TPOBECHHUSI.
CexBenupoBanue 1o CaHrepy - UM U IPUHLUI IPOBEACHUS peaKLuu.
PecTpuKIIMOHHBIN aHATHU3.
I'enoTepanus, nporpamma, UEH, MOAXOAbL. Y CIICIIHbIE TPOEKThl TEHHOW TEPaIIiH.
[Tonsitue o papmakorenerrke. OCHOBHBIE LIENIU U 33]]a4H.
Mmuorogakropusie (Mynbrudakropuansusie, BHIT) 6one3nu. ['enernueckue u
cpenoBbie (haKTOPHI pHUCKa.
bru3HenoBsIil METOI, TIeITH, 3TAITbI, pacueT K03 uiperTa XoIbIUHTepA.
HacnencrBennsie 0ofie3HU: 3THUONOTHA, KIACCHU(pUKALUS, THUIIBl HACIEIOBAHMS,
0COOCHHO-CTH KJIMHUYECKUX MPOSIBICHUH.
CeMuoTHKa HacleJCTBEeHHBIX 3a0oneBanuii. [lonstue cunapoma. OOmiasi xapakTepuCTHUKa
HACJIEICTBEHHOW MATOJOTUHU. TepMHUHOIOTHSL.
MukpoaHomManuu pa3BUTHUSL (CTUTMBI TU3IMOpUOTeHe3a), OIpe/eieHHe, 11elb BBIABICHUS,
0COOCHHOCTH KJIMHUKO-MOP(]OIOrHuecKoro 0cMoTpa BpauoM-T€HETHKOM.
Tunbl reHHBIX MYyTallUi, HOHCEHC, MUCCEHC, CIBUT PAMKHU CUUTHIBAHUS, CIUIACUHTOBBIC
MyTaluu. MeXaHu3Mbl T€HHBIX MyTaIU.
I'ennbie Oone3nn. O6mue nouarus. Knaccudukanus. [Ipumeps.
Knunuko-reneanornueckuit Mmetos. Tumbl HacnenoBanus. KinuHuueckrue npuMepsl.
Oco0eHHOCTH ayTOCOMHO-JJOMUHAHTHOTO THNa HacienoBaHusa. COCTaBUTh POJIOCIOBHYIO.
[Tpumeps! 3a0051€BaHU.
Oco0eHHOCTH ayTOCOMHO-PELECCUBHOTO THMa HacienoBaHus. CoCTaBUTh POJIOCIOBHYIO.
[Tpumeps! 3a0051€BaHU.
OcobenHoctu Y cueruieHHOro Tuma HacnefoBaHusi. CocTaBuTh pojocioBHYH0. [Ipumepst
3a00J1eBaHUH.
OcobenHocTr X-CLEIUIEHHOTO JOMHHAHTHOIO THUIa HacienoBaHus. COCTaBUTh POJOCIOB-
Hyt0. [Ipumeps! 3a601eBaHmMiA.
OcobeHHocTH X-CLEIIEHHOTO PELIECCUBHOTO THIIA HACIIEJOBAHUSI.
CocraBuTth ponocioBHyto. [Ipumeps! 3a601eBaHuil.
[{uronnazMaTuyecKuii WM MaTepUHCKHI Tun HacineaoBaHus. COCTaBUTH POJOCIOBHYIO.
[Tpumeps! 3a001€BaHUH.
Hacnencreennbie 6one3nn oomena. OO1as XxapakTepucTUKa U KilacCU(pUKaIs.
MyKOBHUCIHI03: TEHETUKA, TIEPBUYHBIA T€HETUYECKUI NedeKT, KINHUKA, MaTOTeHe3, 1a-
THOCTHUKA, JICUEHHE.
DEeHUIIKETOHYPUS: TeHEeTUKA, TIEPBUYHBIA OMOXUMHYECKUN JTeeKT, KIMHUKA, HeOHATaIh-
HbIIl CKpUHUHT, MATOT'€HE3, AUArHOCTUKA, JICYCHHE.
CungpoM Mapdana: Tunm HacleqOBaHUsI, TATOTeHE3, TUATHOCTHKA, KIMHUYECKHE MPOsB-
JIEHUS], JIEYECHUE.
bone3nun skcnancum, cuHapoM MapTtuHa-benna, reHeTuKa, KJIMHUKA, MaTOTeHe3, JUarHo-
CTHKa, JICYCHHE.
OO0mas xapakTepucTUKa MUTOXOHAPHUAbHON maTosoruu. OCOOEHHOCTH TeéHOMa MHUTOXOH-
npuit. [Tpumeps! 3a0051€BaHU.
Opdannsle 3a0oneBanus. O0ume nousatus. [Ipumepsl. Peectp opdpanubix 3ab6oneBaHmiA.
OO61mas XxapakTepUCTHKA U MEXaHU3Mbl XPOMOCOMHOM MaTOJIOTHH.
['eHOMHBIE U CTPYKTYpHBIE abeppamuu xpomocoM. Knaccuduxarus. [Tpumepsr.
Knaccudukanus 1 MexaHu3Mbl XpOMOCOMHBIX MyTalui, cOaJaHCHpOBaHHBIE W HecOaaH-
CHUPOBaHHBIE CTPYKTYPHBIE IEPECTPOIKH.



HacnencrBennbie 0ose3HH, 00YCIOBICHHBIE aHOMAIUSIMHU TIOJIOBBIX XPOMOCOM, OCOOEHHO-
CTHU TEUCHHUS, IPUMEPHI.
Bpoxnénnble mOpoKH pa3BUTHS: OIpe/eieHe, KiIacCu(pUKalus, STUOJIOTUS, TYyTH Mpodu-
JAKTHUKHU.
MeTtoapl aHanu3a KapuoTHNa (IUTOTEHETHUYECKHUE, MOJEKYJISIPHO-IIUTOT€HETUUYECKHE),
MPUHUMUIIBI U TMarHOCTUYECKHE 3aauH.
[TokazaHus Ui IUTOT€HETUYECKOTO 00CIIEA0BAaHUS B IOCTHATAILHOM TIEPHO/IE.
Cunapom [layna: Tun mMyTranuu, NaTOT€HE3, JUArHOCTUKA, KIMHUYECKUE MPOSBIICHHUS, Jie-
YEeHHUE.
Cunzapom DpaBapjaca: TUI MyTallMM, [aTOT€HE3, TUAarHOCTHKA, KIMHUYECKUE MPOSBIICHHUS,
JICYCHHUE.
Cunzapom Ilaray: Tun myranuu, NaToreHes3, JUAarHOCTUKa, KIIMHUYECKHUE IPOSBIICHHUS, Jie-
YEHHUE.
Cunnpom IlepemeBckoro-TepHepa: T MyTaluu, NaTOreHE3, TUArHOCTHKA, KIMHHYE-
CKHE IPOSIBIICHUS, JICUCHHUE.
Cungpom  Knaiindensrepa: Tum  MyTanuu, NaTOreHe3, JHArHOCTHKA,
KJINHUYECKUE MPOSIB-JICHUS, JICUCHHE.
Yactnuneie aHeymonauud (cuHapoM Bomnbga-XupmxopHa, «KOIIAYbETO
KpHUKa»), TUI My-TalluM, NaTOT€HE3, IUAarHOCTUKA, KIMHUYECKNE IPOSBICHUS, JIEYEHUE.
[IpodunakTuka HacieACTBEHHBIX 3a00JieBaHM, ypoBHH, Moaxonabl. [lonarue
MEPUKOH-TICTITUOHHON MPOPUITAKTUKI.
MenuKo-TeHETUYECKOE KOHCYJIbTUPOBAHUE. XAPAKTEPUCTHKA POJIM Bpaya
TFEHETHUKA B IPAKTUYECKOM 3/IpaBOOXPAaHEHUH.
Menauko-reHeTuueckas ciyxoOa: 1enb, 3agadd. llepeuncnuTh MOKa3aHWs IS
HaIlpaBJICHUs HAa KOHCYJIbTAIUIO K Bpauy I'€HETHUKY.
[IpenaranbHas nuarsoctuka. OO1as XxapakTepucTuKa, 1eslb IPUMEHEHUS, METOIbI, CPOKH.
HewnBazuBHBIE METOABI MPEHATATBHOM  TUATHOCTHKK  (OMOXMMHUYECKUI
ckpuHUHT, Y3U1). OOuias xapakTepucTUKa, 1eJIb IPUMEHEHUSI, METO/Ibl, CPOKH.
WHBa3uBHBIE METONBI MpEHATANBbHOM OuarHocTHKW. OOmas XapakTepHCTHKA,
1eJIb IPUME-HEHUS], METO/Ibl, CPOKHU.
CoBpeMeHHbIE TIOAXO/Abl B HEWHBA3WBHOW MpPEHATAIbHOW JUArHOCTHUKE
(aHaIM3 XpOMO-COMHOM MATOJIOTHH 110 KPOBU MaTepH, MPEUMITJIAaHTAIIMOHHAS TUAarHOCTUKA).
KoMmnbroTepHble [UarHOCTUYECKHE MPOTPaMMBI. 3aJadyM, peliaeMble ¢ UX
nomotbto. [Ipumepsr mporpamm.

BeiGepute oaMH NpaBUIIbHBIN OTBET.

Uro Takoe MOJIEKYJISIpHBIN 30H: a) KoMIuieMeHTapHbli ydactok /JIHK; 6) npoTskeHHbIi
yuactok JIHK, xommnemenTapusiii nocnenosarensnoctu JJHK, conepikaleit MyTaHTHBIN T€H; B)
CUHTETHYECKas OJUTOHYKJICOTH/HAs MeueHas (paAuOaKTUBOHO WM  (DIIOOPECLEHTHO)
II0CJIE0BATENBHOCTD, KOMILIE-MEHTAPHAs! MyTAaHTHOMY WJIM HOPMAJIbHOMY I'EHY.

Bribepute ofuH npaBuiIbHBINA OTBET.

AMn¢nukanus TeHoB - 3TO: a) UAeHTH(UKanus nocneaoBarebHocTu ocHoBanuit JIHK;
0) MHO-TOKpaTHOE MmoBTOpeHHe kakoro-nmub6o yuyactka /IHK; B) Bbiaenenue ¢parmenta JJHK,
COZEPIKAIIETO N3y-4aeMblil IeH.

Bribepure oiH MpaBUIBHBIN OTBET.
Kak  Ha3pIBaloTCI  XPOMOCOMBI €  KOHLEBBIM  DPaclOJOXEHUEM  LIEHTPOMEpPHI:  a)
MeTalleHTpu4eckue; 0) aK-polEHTPUYECKHUE; B) CyOMETallEHTPUUECKUE; T) JUIEHTPUKH.
BribepuTte 1Ba mpaBUIIbHBIX OTBETA.
Jis mpoBelieHHsT LIMTOTCHETHYECKOTO aHajn3a HCMOJIb3YIOTCS: a) MBIIICYHbIE KIIETKH; O)
APUTPOLIUTHI; B) OMONTAT XOPHUOHA; T') IMOPHOHATbHAS TKAHb.

Myrarene3. Knaccudukanuss wyrtanuii. ['eHepaTUBHBIE M COMaTHYECKHE MYTAllHH.
CrioHTaHHBIN M MHIYLIMPOBaHHBINA MYTAallMOHHBIN Npoliecc. BhIsBIEHNE U KOJIMUYECTBEHHBIN yUET
MyTaLui.



['eHeTHyecKUid KOHTPOJIb MYTAIMOHHOTO TIporecca. PaguanMOHHBIA W XUMUYECKUH
myTareHe3. MyrtareHsl Okpyxatouiei cpenbl. DPakTopbl, MOAUGUIUPYIOUIHNE MYTAIMOHHBIN
poriecc.

I'enomuka - Hayka o reHoMax. CTpyKTypHas OpraHu3anus reHomMa IpOKapuoT U 3yKapHOT.
Knac-cuduxanus MmoBTOPSIOIIUXCS 3JIEMEHTOB TIeHOMa. MexayHapoIaHbld MpoeKT «l'eHom
YEJIOBEKay.

[TonynALMOHHO-CTATUCTUYECKUI MeTOA. l'eHeTnueckass CTpyKTypa Homyiasiuuu. HacToTsl
TE€HOB M TEHOTHUIOB. 3aK0oH Xapau-BaitnOepra. ['eneTnueckuii rpys.

@akTophl JUHAMHKUA TE€HETHYECKOrO COCTaBa MOMYJSLUU: JApeiid TreHOB, MYyTallMOHHBIN
MPOLIECC, MUTPALIUU, NU30MpaTEIbHOE ClIapuBaHue 0c00eii, eCTECTBEHHBIN 0TOOP.

[TonsiTue o eBrenuke. Ilo3uTMBHAsE W HEraTMBHAs €BIEHUKA: COLMAJIBHBIE ACIHEKTHI.
CoBpeMeHHbIE 3TUYECKHE MPOOJIEMbl MEAUIIMHCKONW TeHETUKU (KJIOHHUPOBAHUE U T€HETHYECKas
[aCIOPTU3ALHA).

MeTto/1b1 MONIEKYISIPHOM AMAarHOCTUKU. OOIINE NOHSTHSL.

[Tonumepasnas nenHas peakuus (IILIP), ocHoBHble NOHATHA (IPUHLMI, TEMIIEpaTypHbIE
PEeXHUMBI, cocTaB Oydepa).

[Menu u npunuun nposeneHus peakuuu [1JIPD (monmumopdusMm JUIMH pECTPUKLMOHHBIX
dbparmen-
TOB).

AHanu3 ogHolenoyeyHoro kondopmamnronHoro nomumopdpusma (SSCP), uenu u npuHIUn

MIPO-BE/ICHHUSI.

CexBenupoBanue 1o CaHrepy - U U IPUHLUI IPOBEACHUSI peaKLuu.

PecTpukiMOHHBIN aHATU3.

['enorepanus, nporpamma, 1eJH, MOAXObL. Y CIIEUIHbIE IPOEKTHI TEHHON TEPAMHH.

[TonsiTue o papmakorenernke. OCHOBHBIE LIETH U 331a4H.

Muorogakropusie (MynbTudakTopuanabable, BHII) Ooneznu. I'eHermueckue u  cpelroBble
(bakTopbl

pHCKa.

bru3HenoBwIil METO, 1IeNH, ATAMbI, pacdeT Koddduimenta XonbIHTEpA.

HacnencrBeHHble 601€3HU: 3THONIOTHS, KIaCCU(pUKAIIHS, TUIBI HACIEJOBaHUS, 0COOEHHOCTH
KJIN-HUYECKUX MTPOSIBICHUI.

CemuoTuka HaclieICTBEHHBIX 3aboneBanuil. [lonstue cunapoma. OOmas xapakTepUCTHKA
HaCJIECTBEHHON NATOJOTUHU. TepMUHOIOTHS.

MukpoaHomManuu pa3BUTHs (CTUIMBI TU33MOpHOreHe3a), OIpeJiesieHUe, 1IeNb BBISBICHUS,
0C0-0€HHOCTH KIIMHUKO-MOP(OIOrHYECKOI0 OCMOTPa BpauOM-T€HETUKOM.

Tunel reHHbIX MyTalui, HOHCEHC, MUCCEHC, CABUT PaMKH CUUTBHIBAHUSA, CIUIAHICUHTOBbBIE
MyTa-IIMU. MeXaHU3Mbl T€HHBIX MyTalui.

['ennbie 6ose3nn. O0mue noustus. Knaccudukarms. [Tpumeps.
Knunuko-reneanornyeckuii Meto. Tunel HacnenoBanus. KilmHU4YeCKre NpuUMEpHI.

OcCo0eHHOCTH ayTOCOMHO-IOMMHAHTHOTO TuMa HaciefoBaHus. COCTaBUTH POJIOCIOBHYIO.
[Tpu-mepsl 3a0601€BaHUH.

Oco0eHHOCTH ayTOCOMHO-pPEIECCUBHOIO THMa HacienoBaHus. COCTaBUTh POJOCIOBHYIO.
[Tpume-pbl 3a0051€BaHU.

OcoOennoctu Y cremieHHoro tuma HacienoBaHusa. CocTaBUTh ponaociioBHY. [Ipumepst
3aboie-
BaHUM.

OcobenHoctn  X-CIEMJICHHOTO  JOMHHAHTHOro Tuma  HacienoBaHus.  CocTaBUTh
poznocinoBHyto. [Ipumeps! 3a001eBaHMiA.

OcobeHHocTr X-CLEIIEHHOTO PELECCUBHOTO THUIIA HACIIEJOBAHUSI.
CocraBuTth poaocioBHyt0. [Ipumepsl 3a001eBaHUH.

[uronna3zmMaTuyeckuil WM MaTepUHCKUU TUn HacienoBaHus. COCTaBUTH POJOCIOBHYIO.
[Tpume-psI 3a06051€BaHUH.

Hacnencteennsie 6one3nn oomeHa. OOmmas xapakTepuCTHKa U KilacCuDUKaIus.



MykoBHCIMI03: TEHETHKAa, NEPBUYHBIM TeHEeTHYecKuil JedeKkT, KIMHUKA, IaTOTreHes,
JMarHOCTH-Ka, JICYCHUE.
DEeHUIIKETOHYPHS: TEHETHUKA, TIEPBUYHBIN OMOXMMUYECKUN Ae(eKT, KIMHUKA, HEOHATAIbHBIN
CKPUHMHT, IaTOT€HE3, TNarHOCTHUKA, JICUCHHUE.
Cungpom Mapdana: TUn HACIAEIOBAaHHWS, IAaTOTEHE3, TUArHOCTHKA, KIMHHUYECKUE
IIPOSIBJIICHUS, JICUEHUE.
bonesnn »skcmancum, cuHIpoM MaprtuHa-benna, reHeTMka, KIWHHMKA, NaTOTEHE3,
JIMarHOCTHKA, JICUEHUE.
OOmast  XapakTepUCTHKa MHTOXOHIpHAJIbHOH  martonorud. OCOOEHHOCTH  TreHoMa
MUTOXOHApHA. [IpuMeps! 3a00neBaHMIA.
Opdanneie 3a6oeBanus. Oomue nousatus. [Ipumepsl. Peectp opdhannbix 3a0oeBanmil.
OO0m1as XxapakTepucTUKa U MEXaHU3Mbl XPOMOCOMHOM MATOJIOTHH.
['eHoMHBIE U CTPYKTYpHBIE abeppaunu xpomocoM. Kinaccudukanus. [Ipumepsr.
Knaccupukamuss W MexaHH3MBl  XPOMOCOMHBIX ~ MyTaluid, COaJTaHCUPOBaHHBIE W
HecOaaHCUPOBAaHHBIE CTPYKTYPHBIE IIEPECTPONKH.
HacnencrBennbie  0Ooyie3HM, OOYCIIOBIEHHbIE AQHOMAJIMSMHU IIOJOBBIX XPOMOCOM,
O0COOEHHOCTH TE-YEHMUsI, IPUMEPHI.
BpoxnéHnuele TOpOKM  pa3BUTHS:  ONpeAeieHHe, Kiaccu(uKauus, OTHOJNOTUS, IyTH
PO UITAKTUKH.
Metonpl  aHanuza  KapuoTHna  (LMTOTEHETHYECKHE,  MOJIEKYJISIPHO-IIUTOI€HETUYECKUE),
MIPUHLHUIIBI
JMarHOCTHYECKHUE 3aJa4H.
[TokazaHus U1 IUTOTEHETHYECKOTr0 00CIeIOBaHUS B IOCTHATAILHOM IEpHO/IE.
@ﬁﬁﬁBBM gﬁﬁ&ﬁh@@ﬁ%ﬁ%&‘%lﬂﬁ?ﬁﬁ%%Hg&aﬁﬁQﬁﬁggﬂﬂﬁé‘%ﬁiﬁﬁf%&mﬁﬂﬁﬁﬂ&qﬁﬁﬁﬁgq@-
HUE.
Cunnpowm [laTay: THI MyTaluy, NaToreHes, MarHoCTUKa, KIMHUYECKUE MPOSIBIICHUS, JICUCHHE.
Cungpom IllepemeBckoro-TepHepa: Tum  MyTanuud, MaTOr€HE3, JIUArHOCTHKA,
KIIMHUYECKHE MTPO-SBJICHUS, JICUECHHUE.
Cunapom KiaitHpenbTepa: TUn MyTalMM, NAaTOT€HE3, JIUArHOCTUKA, KIMHUYECKHE
IIPOSIBIIEHUS, JICUECHHUE.
YactuuHble aHeymiouaun (cuHzapoM Bonbda-XupiixopHa, «KOIIaybero KpHUKa»), TUI
MyTalli, aTOreHe3, TMarHOCTUKA, KIIMHUYECKUE TIPOSIBICHMUS], JICUCHUE.
[Tpopunaktuka HacIeACTBEHHbIX  3a00JeBaHMM, ypOBHHM, moaxonsl. [loHsTHe
«MIEPUKOHIENINOH-HOW MTPODUIAKTUKI.
MenuKo-reHeTH4eCKOE KOHCYJIbTUPOBAaHUE. XapaKTEPUCTUKA POJIM Bpada T'€HETHKA B
IIPaKTHYe-CKOM 3/IpaBOOXPAaHEHUMU.
Menuko-reHeTHYeCKass Ciayx0a: T1enb, 3adaud. [lepedyncnuTh TOKa3aHUs IS
HaIlpaBJIECHUS HAa KOHCYJIBTAIUIO K Bpady I'€HETHUKY.
[IpenaranbHas nuarsoctuka. OO1as XxapakTepucTuKa, Heidb IPUMEHEHHSI, METOJIbI, CPOKH.
HewnnBa3uBHBIC METO/IbI MPEHATATLHON TUATHOCTUKU (OMOXUMUYECKUN CKpUHUHT, Y3N).
OO11ast XxapakTepUCTHKA, LIEJIb TPUMEHEHHUSI, METOJIbI, CPOKH.
NHBa3uBHBIE METOIBI TPEHATAIbHOW IuUarHoCTHKU. OOmmas XapakTEepUCTHKA, eI
MPUMEHEHHUS, METO/Ibl, CPOKH.
CoBpeMeHHbIE TOAXOABI B HEWHBA3MBHOW MpPEHATAJIbHOM JMAarHOCTHKE (aHalIu3
XPOMOCOMHOM Ma-TOJIOTUH 10 KPOBH MaTepH, MPEUMILIAaHTAI[IOHHAS JUATHOCTHKA).
KoMnbroTepHble TUarHOCTMYECKUE NPOrpamMMbl. 3ajadyd, peuiaeMble C UX MOMOUIBIO.
IIpumeps! mporpamm.



