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TEMA: Bu3HaueHHsI poJii CIAJIKOBOCTI i THIY yCIIAJAKYBaHHS
aHOMAJIii i XBOpPOO y TBAapHUH

Mera: BuBunutu ctaHmapTHI YMOBHI NMO3HAYEHHS, IO BUKOPHCTOBYIOTHCS
JUTSl BU3HAUEHHS TUITY YCIIaJAKyBaHHS aHOMaJii 1 XBOpoO y TBapuH. BMiTu ckiagatu
POJOBOJIM Ha OCOOMH, SIKI MAalOTh aHOMAJTIi.

TEOPETUYHE OBI'PYHTYBAHHSA

VY noBCSKAEHHIN poOOTI KOXKEH BETEPUHAPHUIM JIIKAp HEPIIKO 3yCTPIUa€eThCs
3 BpO/KEHUMH XBOpoOamu. Jlo BpOIKEHHUX XBOPOO BITHOCATHCSA BC1 XBOPOOH , 3
SKUMH HapOKY€EThCS 0coOMHY. BoHU MOXyTh OyTH 00YMOBJIEHI , SIK CIIaJIKOBICTIO,
TaK 1 pI3HUMH €K30TeHHUMU ( cepeioBUIIHI ) (hakTopamu . ToMy He BCsKa BpOKEHa
aHOMaJIisl € CMAaJKOBOIO, 1 TEPMIH «BPOJ/KEHA XBOpOOa» HE € CHHOHIMOM TEPMIHY
«CTaJIKOBa XBOPOOay.

CriagkoBy MaToJOTiI0 BUBYAE€ BeTePHMHAPHA NMATOreHETHKAa - HayKa IIpo
CIaJKOBI 3aXBOPIOBAHHSA 1 3aXBOPIOBAHHSAX, B OCHOBI SIKMX JICKUTH CHaJKOBA
CXHJIBHICTb (CIIaJJKOBO- CEPEIOBUIIHI 3aXBOPIOBAHHS ).

CnazikoBa MaToJIOT1s 3HUKY€E BUX1]l TBAPUHHUIIBKOT MPOAYKIIT , TPU3BOIUTH
JI0 CTepWJIi3allii caMiliB 1 CaMOK, O HApODKCHHS HEXUTTE3TATHOTO MPUILIOLNY.
Tomy 3HaHHS (aKTOpiB, SKI 3YMOBJIIOIOTh BUHUKHEHHS CHaJKOBOi MAaTOJIOTIi Ta
OBOJIO/IIHHS METOJIaMU i MPOQ1TaKTUKH - BAXKJIMBA JJaHKA BETEPUHAPHOI T€HETUKH.

[Ipu 3ycTpiui 13 CHAAKOBOK MAaTOJOrIE€0 BETEPUHAPHUM JIIKap MOXKeE
3ITKHYTHCS 3 TEHHUMH 1 XPOMOCOMHUMH XBOPOOaMU 1 XBOpoOamu, y pO3BUTKY SIKHX
OepyTh y4acTh SIK T€HETUYHI, TaK 1 TPUPOJHI YUHHHUKH, 1 KHEB1JIOMI XBOPOOUY.

TakuMm YWHOM, HASBHICTh TCHETHYHHX AHOMAJIIM BH3HAYAETHCS TCHAMH,
YMOBaMH CEpEJOBHILA Ta IX B3aeMoji€r0. ['eHeTWyHa aHOMANis - 1€ CIAIKOBO
3yMOBJICHE, HeOakaHe 3 TOYKH 30py 370pOB'S TMOMYJSIi 1 TUIEMIHHOTO
BUKOPUCTAHHS, BIIXUJICHHS 1HAWBIIA B1J HOpMU. J[>)KepesioM reHeTUYHUX aHOMAJTIi,
TOOTO MPUYMHOIO iX BUHUKHEHHS € T€HHI, XpOMOCOMHI, T€HOMHI MyTarii abo
pexkoMOiHamii. ['eHu, sKki 3MIHWIHCS B pe3yJbTaTl MyTaliil 1 3yMOBIIOIOTH
BUHUKHEHHS PI3HOMaHITHUX aHOMamiii abo TATHYTH 3arubenb OpraHi3MiB,

HA3WBAIOTHCS JIETATBHUMHU. [[is TeTaIbHUX T€HIB MOXKE MPOSBUTUCS HA OY/Ib-IKOMY



eTari OHTOT'eHe3y , aJie YacTille BOHA MPOSBISETbCS a00 B eMOpiOHAIbHUHN Mepiof ,
a00 BiJipa3y MmiciIsl HAPOHKCHHS.

JIisi BUBYEHHS YCINAJKyBaHHS aHOMaJidi BUKOPUCTOBYIOTh TaKi METOJH:
FeHeaJIOTIYHUH, [IMTOreHETUYHUM, O10XIMIYHHM, IIUTOIOTTYHHHI 1 METO]T 3YEIICHUX
reHiB. OJIHaK reHea’ oriYyHUi METO/] € TOJIOBHUM METOIOM BUBUEHHS yCIaIKyBaHHS
aHOMAaJii y TBapUH 3 BEJIMKUM 1HTEPBAJIOM MiX MOKOJIIHHSIMH, a TAKOX OJIHUM 13
3ac001B JIOKa3H iX T€HETUYHOT 00YMOBJICHOCTI.

I'eneanoriynmii MeToa - 1€ aHali3 POAOBOJIB , TOOTO MPOCTEKYBAHHS
XBOpOOU 3 BU3HAUYEHHSM POJIUHHUX 3B'SI3KIB MIXK OJTM3bKUMU 1 JAIEKUMHU , TPIMUMU
1 HeMpSMUMHU POJUYAMU. 3a JOTIOMOTOIO0 T€HEAJOTIYHOTO METOAY BHUBYAIOTHCS
3aKOHOMIPHOCTI TIepejadl CHaJKOBUX O3HAK I1HAMBIZA B PsAl  IOCTITOBHHUX
nokoJiHb. [[uM MeTogOoM MOKHA OTpPUMATH IIHHI BIAOMOCTI MpPO XapakTep
yCIaJIKyBaHHS O3HAK , HAIIPUKIIAJ XBOPOO , KOJIM BIJIOMI NMPEAKU HOCISL O3HAKH , L0
BUBYAETHCA B JICKIJILKOX MOKOJIHHSAX 32 MAaTEPUHCHKOI Ta 0AThKIBCHKOI JIHISMH , 1
MPUCYTHE BEJIMKA KUIbKICTh HAILIAJIKIB Y KOXKHOMY MOKOJIIHHI . TOMY reHeasoriyHui
METOJl € JIaHKOIO, sKa 3B’SI3y€ TEOPETUYHY TE€HETUKY 3 1ii MNpaKTHYHUM
BUKOPHUCTAHHSM.

VY MenuuHi 1 BeTEpUHApPHIM TEHETUINl IIel MeToJ 3a3BMuail HAa3WBAIOTh
KIIIHIKO- T'eHEaJIOT1YHUM, TOMY IO TPakKTUYHO BIH 3'€eqHye B co01  JBI
B3a€MOIIOB'SI3aHUX YACTUHU: KJIIHIYHY Ta reHeajoriuyHy. BerepunapHuil nikap npu
KIiHIYHOMY (200 MaToJIOr0aHaTOMIYHOMY) OOCTEXEHHI BCiX HOBOHAPOKCHHUX,
MEpPTBOHAPOKEHUX Ta a0OpPTYCIB PEECTPYe BCl BUSIBICHI ACPEKTH, SIKI MOTIM
MOBUHHI OyTH B 3aKOJOBAaHOMY BHIJISIAI 3aHECEHI O KapTOK IJIEMIHHMX TBAapUH 1
IEHEAJOTIYHUX CXeM CiMed. AJie Ha OCHOBI KJIIHIYHOTO aHajii3y HpPaKTHYHO
HEMOKJIUBO PO3PI3HUTU CIMAJKOBI Ta HECMAAKOBI aHoMaiii. Tomy ailarHOCTHKa
KOKHOT'O 3aXBOPIOBAHHSI , B OCHOBI SIKOTO JOIyCKAaIOTh HOTO CHAJAKOBY HMPUPOLY ,
NOYMHAETHCSI 3 BUSBICHHS Ta ONKCY MOPYUIEHb 1 3aBEpPUIYETHCS JTOKA30M
reHeTH4HOoi (200 Oyab-sIKMi 1HIIMK ) OOYMOBJIEHOCTI aHOMAaJid 3a JIOMOMOTOIO

TeHEaJIOTIYHOTO aHai3Yy.



KutiHiko - reHeaJoriyHuii MeTol BUKOPUCTOBYIOTH JUIA ©

a) BCTAaHOBJICHHSI CITAJIKOBOTO THITY XapaKTepPy O3HAKU;

0) BU3HAYCHHS TUIY YCHAJAKyBaHHS ;

B ) OIIHKY MTEHEHTPAHTHOCTI Ta EKCIPECUBHOCTI I'eHa ;

I') aHaTI3y 3YCIJICHHS TeHIB 1 KapTyBaHHS XPOMOCOM;

1) BUBUCHHS IHTEHCUBHOCTI MYTaIlIHHOTO TIPOIIECY;

€) po3muppOBKA MEXaHI3MIB B3aEMO/IIi TEHIB.

TexHiuHO KIIHIKO - Fe€HEeaJOriYHUI METOJ CKJIAIa€ThCad 3 JBOX OCHOBHUX
eTariB: CKJIaJlaHHs POAOBOIIB 1 TEHETUYHOTO aHAII3Y.

[Ippu  ckmajaHHi  POJOBOAY  KOPUCTYIOTBCS — 3arajbHONPUUHSTOIO
MDKHAPOJIHOIO CHUCTEMOI0 YMOBHUX IMO3HA4€Hb y TBAapuH 1 JoauHU. OcoOuH 3
aHOMAaJisIMU TIO03HAYAIOTh 3aYOPHEHHMM CUMBOJIAMU, a MPU BUBYEHHI JIEKIJIBKOX
aHOMaJITii 1O OJIHIA POJIOBOAY BUKOPUCTOBYIOTH 1 1HIIII CHMBOJIN

[lepmum 3aBHaHHSM HpU aHANI31 POJOBOJY € BCTAHOBJICHHS CIIaJIKOBOTO
XapakTepy O3HaKW. SKIIO B pOJOBOAI 3yCTPIYAa€ThCS OJUH 1 TOM camMuil O3HaKa
(xBOpoOa) , TO MOXHA JIOMYCTUTH ii CIIAJAKOBY IPUPOAY. 3a3BHUail aHAIII3 POIOBO/IIB
MOYUHAIOTH 3 «YPAKEHOT0» TBAPUHHOTO , IKOTO HA3WBAIOTh MPOOAHIOM .

[Ticnst TorO , SIK BUSIBICHUN CHAJKOBUHN XapaKTep XBOPOOU , BCTAHOBIIOIOTH
THII CMIAJIKyBaHHS .

3arajibHI 3aKOHU CIAJKOBOCTI OJHAKOBI JJIsi BCIX >KUBUX ICTOT. Tomy
MOHOT'€HHO 3yMOBJICH] IATOJIOT1YHI CTAaHU YCaAKOBYIOTHCS BIAMOBIIHO JI0 3aKOHIB
I'. Menpaens . [{ns TBapuH 1 JIFOAMHUA XapaKTEepH1 TUIH YCIAIKyBaHHs: ayTOCOMHO -
JIOMIHAaHTHUH , ayTOMHO - PELICCUBHH , TOMIHAaHTHUI a00 peleCUBHUM , 3UETIIICHUN
3 CTaTE€BOIO XPOMOCOMOTO 1 HEBIIOMUM THI (TIOJTITEHHOT JTii).

JIJist BU3HAYEHHS! T€HETUYHOI 0OYMOBJIEHOCT1 O3HAKU T'€HETUYHUM aHAIII30M
HEOOX1HE JOTPUMAHHS TAaKMX YMOB : TOYHICTh BIJOMOCTEH TIPO TMOXOHKCHHS
TBAapWH , TOTAIBHUIA 00JIIK aHOMAaJIbHUX OCOOWH , BU3HAYCHHS TEPMIHY, IPOTITOM
SIKOTO TIPOBOAMIIACS PEECTPALIisl aHOMAJTIH.

daxiB1i NPONOHYIOTh JOTPUMYBATHUCS HACTYITHUX €TaIliB aHaJI13y POIOBO/IIB:



1. Bkaszatu iHAMBIAyalbHI HOMEpPU KOXKHOTO MpelIKa B POAOBOAIL 1 UITKO
JOTPUMYBATUCH ITUX MMO3HAYCHbD.

2. Cknactu JniarpaMy pOAMHHHUX 3B'S3KIB MK pOAMYaMH B POJOBO/IIB
aHOMaJbHUX TBapuH. i IBOro mepeiik HOMEepiB BCiX Me(EKTHUX OCOOHH
3aHOCATH Ha JIBY CTOPOHY BEJMKOTO apKylla mamepy, a cipaBa BiJl HOMEpIB
ne(EeKTHUX TBapUH MPOCTABJISIOTH BIATOBIIHO HOMEpA MPEKIB, SKi 3'IBIAIOTHCS 2
a00 OibIIIe pa3iB Ha POJOBOIB YPAKEHUX OCOOHUH.

3. IToTiM HEOOX1THO MPOBECTH CTPUIKHU BiJ HOMEpa TAKOTO MpeJIKa uepes Horo
HAIIAAKIB 0 AepeKkTHUM ocobmHaMm. Homep cmimpHOro mpeaka Ha jgiarpami
MOBUHEH 3'ABIISITUCS JIUIIIE OJUH pa3 , ajie BiH MOXKe OyTH MOB'I3aHMi 3 1eheKTHUMU
ocoOnHamu ( HaIagKaMH ) JEKUTbKOMA MUTSIXaMH.

4. SIxu1o aHoManbH1 0COOMHH IPOCTEKYIOTHCS A0 OJTHOTO i OLIbIIIE CIIIIBHUX
IpeJKiB, TO O3HAKA , IIBUILIE 32 BCE , MA€ CIIAJAKOBHM XapakTep. A K10 AeEeKTHI
OCOOMHHU HE MAIOTh CHUIBHUX MPEJKIB, TO AaHOMaJIisl, 3a3BUYall, HE YCIIaJKOBY€EThCS.

5. HasgBHICTh IBOX HUIAXIB ( CTPUIOK) , SIKI MOB'A3YIOTh CIUIBHUX NPEIKIB 3
nedeKTHUMU TBapUHAMU , BKa3y€ Ha PELIECUBHUI THUI craJKkyBaHHs. HasBHICTDH
OJIHI€T , THO1 IBOX JIIHIM BiJl 3arajibHOTO MPEeKa 10 aHOMAJIbHOT OCOOMHHU JI03BOJISIE
JOTMYCTUTH JOMIHAHTHHUM THIT CTIaIKyBaHHSI.

3akimageHi B TEHOTUIN OCOOMHHM, MYyTaHTHI JOMIHAHTHI TEHH, SKi
KOHTPOJIIOIOTh aHOMaJIil0, MOXKYTh OYyTH JIOKali30BaHl B ayTocoMax. Takuid Tuml
CHaJKyBaHHS aHOMAaJi HAa3MBA€THCA AyTOCOMHO - JIOMIHAHTHMM. AHOMAJil
ayTOCOMHO - JIOMIHAHTHOTO THUIY YCIaJKOBYIOTHCS 3a OUIbII HU3bKE HABEACHUMU
cxemamu. JletanbHi JOMIHAHTHI T€HU 3 KOXKHUM HACTYMHHUM MOKOJIHHSAM
BUHUKAIOTh 3HOBY.

[cCHYIOTH JOMIHAHTHI T€HHU, $KI OOYMOBIIOIOTH AHOMAJIIO, aje MaloTh
periecuBHy JeTanbHy aito. Hampukman: anomanis - cipuii okpac y oBenb. llpwu
CXpellyBaHHI CipuX KapaKyJIbChKHUX OBeIllb (Aa X Aa) 3'sBuseTscs 50 % cipux (Aa),
25 % yopHux (aa) 1 25% cipux roMo3uroTHuX (AA) STHAT , SIKI THHYTh OPOTATOM 9
MICSINIB BiJ TOPYIICHHS TpaBieHHS (HEIOPO3BMHEHHS ab0 TOBHA BiJICYTHICTh

py61s1). Cipux TeTepOo3WrOTHHX TBapWHAX HE BHOPAKOBYIOTh, came uepe3 Cipoi



BOBHU. Y 1IbOMY BUIAJKY , II00 YHUKHYTH 3aru0eni 25 % SrHAT CXPElIyIoTh CIpuX
OBEIIb 3 YOPHUMU OapaHaMH.

Sk BUAHO 3 CXeM, CMAaJIKyBaHHS ayTOCOMHO - JIOMIHAHTHMX aHOMAaJii
BimOyBaeTbcst mo | 1 Il 3akomam I. Menxgensa, ane B JACSIKHX BHUIIQIKAX
CIIOCTEPITa€THCS BIAXWICHHS B1J] BCTAHOBJICHUX 3aKOHOMIPHOCTEH.

IIpu ayTOCOMHO - JOMIHAHTHOMY THIII YCIIAJAKYBAHHS JJI1 aHOMAJIii
XapaKTepHi Taki 0c00JIUBOCTI:

1. IlaronoriyHuii oO3HaKa BUSBISETHCS B KOXHOMY IOKOJIHHI Y
reTepO3UTOTHUX OCOOMH - HOCIB reHa.

2. YacToTa mposiBYy MAaTOJOTIYHOIO I€Ha - MEHEHTPAHTHICTb MOXE OyTH
pi3HOIO , TOOTO criocTepiraerbes He 3aBxau Ha 100 %. ToMy y AesiKUX TeTepo3UroT
XBOpoOa MOXe€ HE MPOSBIATHCSA. TakMM YMHOM , IPH aHajii3l ycHaJKyBaHHS
JIOMIHAHTHUX aHOMaJIi MOXKYTh HaJ[aBaTUCS TaK 3BaHI MPOCKOKYIOUM TOKOJIIHHS.

3. Jlns ocoOMH 3 OJHAKOBMM TE€HOTUIIOM XapaKTepHa pi3Ha CTYIMiHb
BUSIBJIICHHSI KJIIHIYHUX TMPOSIBIB - pi3HA ekcnpecuBHicTh . [llupoka Bapiamis
EKCIIPECUBHOCTI JIOMIHAHTHUX TEHIB MOBUHHA OpaTHCsS /0 yBaru mpu CKJIajgaHH1
porpamMu 0OCTEKEHHS CTaja TBAPHUH.

4.V momynsiii piIko 3yCTpIYaroThCsl AOMIHAHTHI JeTalibHi aHomaii. [le
MOB'A3aHO 3 TUM , III0 TBAPUHM 3 JICTAILHUM JI€(PEKTOM HE 3aJIUIINAI0Th HAIAKIB ,
TOMY TIOCTIHHO B1JI0YBa€ThCs €IIMIHAIIIS JOMIHAHTHUX JIETAJTbHUX T€HIB.

Bponxxeni anoMautii cUIbCbKOTOCIOAAPCHKUX TBAPHH 3 AYyTOCOMHO -
AOMIHAHTHUM THUIIOM yCHAAKyBaHHSI.
BiBui

Jleranbuuii cipuii okpac. ['omosurotHi (AA) 3a dakTopom ciporo
3a0apBJIEHHS KapaKy/lbChbKl ATHATA TMHYTh BHYTPIIIHbOYTPOOHOMY , abo uepe3
KUTbKa THOKHIB T1CIIST HAPOHKCHHS.

Beanka porara xyao6a

HoninakTuaia. Bpomkena aHomamis KiHIIBOK. Jlegekr monsrae B

30UTBIIIEHH] TATBIIB ( (hajanT ) . Y KOpOBH YOPHO- PSOOT MOPOIU TPHOX MAJIOCTh HA

BCiX KiHIIBKax. CrnocTepiratoTbCs BUMAIKU HAPOHKEHHS TENAT 3 5 1 HaBITh 7



Horamu. JlomaTtkoBa n'sta KiHIIBKa pyAUMEHTapHasl , IPUKPIILIIOETHCS 10 JIONATKU
abo B 001acTi OTEPEKY.

Mixk xkonuTHiI moToBuIeHHs. [[epekT MposBISIETbCA y BUIJISA/I TOJIIIB B
nepeHii YacTUHI KOMMUTHOI IIUJIMHKA TIApHIM Ha MEepeaHiX 1 3aJHIX KiHIlIBKax, abo
Ha BCIX YOTHPHOX KiHIIIBKaX. [IoBepXHs y HUX IIOPCTKA 1 TOKPUTA JTYCKOIOI0HUM
porom. Ha moBepxHi Takoi Mi» KOIMMUTHOI IUIMHYA BUHUKAIOTH 3a0MTI MICIIS , PaHH,
epo3ii 1 HEeKpO3H, IO MPU3BOAUTH J0 OOJIIO MPH X01601 , 3HIKEHHS MPOTYKTUBHOCTI
y KOpPiB Ta CTaTeBO1 aKTUBHOCTI Y OMKIB .

Cainmora Tteasar. Y TensaT 4depBoHOi ['opbaToBchbka MOPOAM TPUYHHOIO
CJIINOTH € MOBTOPHA aTpodisi 30pOBOro HepBa. BiicyTHS peakilis 31HUII HA ICKpaBe
cBiTio. Chimi Tendara 4yiHO pearyroTh Ha CTOPOHHI 3BYKH , 371HCHIOIOTh MaHEXHI
pyxy. Y TNOpOXHMHI OKO 3HAXOAMTBCS JKOBTA IUIIBKA , SIKA 3aKpUBA€ 3aHIO
NOBEPXHIO KPUINTAJIMKA. 33aAy KPUIITAIUKA MIKPOCKOIIYHO BHUSABIISETHCS
KPOBOBUJIUB .

Axonaporiasisa (HempomopIliiiHa KapJHMKOBICTh Yy TeisaT). KapimkoBicTh
MOSICHIOETHCS 3HIDKEHOIO0 (DYHKIIEIO 1HKPETOpHOU cuctemH . ['imodi3 He mocTtadae
TupeoTponHuii ropMoH. Ckor mnopoau [ekcrep B Ipmannii Big3HadaeTbes
KOPOTKHMHU HOTaMH , ajieé XOPOUIMMH M'SICHUMH SKocTAMHU. [Ipu craproBaHH1 MIx
coboro aekctpo () 6muszeko 25 % npuruiony (A1 ) - Oyabaoromno1ioHiI KapiuKH ,
K1 a0OpTy€eThCs Ha 6 - §MecALeB YTPOOHOrO PO3BUTKY . 3arajibHa BOJISIHKA BCbOTO
TiJa , Yeper 37aBJIeHUH , IeJiery BKOpoUYeHa , MOBa BUCUTh Ha30BHI. [Ipu TibHOCTI
noTpiOHa JOMmoMora.

Kypuagictb BOBHU. Y TensiT alipiiipcKoil MOpoJu SIK 1 y KapaKyJbChbKUX
OBEIlh Ky4epsiBa MEepPCTh (KPIM JHIILOBOI YACTUHU TOJIOBH 1 HIDKHIX KIHITIBOK).

IMpodaronedanisn ( Gapansiua roJioBa). 30BHI IS aHOMAJis B MOPOIU
JIMY3UH TPOSIBISIETHCS JYTOMOAIOHMM mpodiseM HocoBOi KicTku. [lomiOHICTh
TOJIOBU TEJIAT 3 TOJIOBOIO OapaHa. 3'€IHYETbCS aHOMaJIis 3 YKOPOUSHOIO HMXKHBOIO
HieJienno , BHUBAIIOBAHHA MOBH, JBOCTOPOHHIM BHTpILIKYBaTicTio. Yacto

3yCTpIYaloThCs 3MIiHM B cepiii. AHOManbHi TBapuHH (MiAI031 JIETANIbHICTB)



XapaKTepU3YIOTHCS 3aTPUMKOIO B POCTI, 3HMKEHHS MTPOyKTUBHOCTI Ta BIATBOPHOI
AKOCTSAMH . YacTO THUHYTH BiJl XPOHIYHOI TUMIIAHI].
Besuka porara xyno0a i cobaku

Mucniaazis i rimepmiasis cyryio0iB. AHOMamis 3yCTpI4aeTbes cepen
HaIJKiB TOJIMTUHCHKUX OuKiB (1iHII Bic - Aiaian ) B cXpelryBaHHI 3 KOpOBaMHU
YOpHO-psA001 mopoau. Y TeNarT 3HaiieHa AUCIUIA3is JIIKTHOBUX 1 CTETHOBHX
Cyrio0iB, rimepriia3is KOMIHHUX CYIJIO0iB, 4acTKOBE OOJHMCIHHS ( ajomerris ),
BIJICYTHICTb I'y0 , OpiB. Tensdra He MOXYTh HIAHATUCS. Y HOBOHAPOIKEHUX (AA)
HACTa€ JICTAJIbHUM pe3yJibTaT NpPHU HOPMAJIbHIM TemmepaTypi Tila 1 XOpPOIIOKO
Br'OJIOBAHOCTI.

CBuHi

I'emosiTHuHA XBOp0o6a MOJIOMHAKY (KOBTSHHISI HOBOHAPO/IKEHMX).
AHTUTEHHa HECYMICHICTh MAaTEPUHCBKOIO MOJOKAa 1 OpraHizMy nopocsr. Y
rOCIOJIapCTBaxX, SKI BUKOPUCTOBYIOTh MIKIIOPOJHE CXPELIYBaHHS, BIA3HAYAETHCS
3arubenb LUIMX OMNOpOoCiB mopociaT Ha 2/ 3 noOy micns HapomkeHHs. [lpu
HApOKEHHI OPOCATA BUIIISAAI0TH 3IOPOBUMH , aJi€ MICIs CMOKTaHHS MaTepiB BiKe
yepe3 6 TOOWMH Y HUX BIJ3HAYAETHCS JIETKA JKOBTYIIHICTh BUAMNMHX CIH30BHX
oOosoHoK 1 miKipu. Ha npyruii neHs mopocsita poOJATHCS MIISIBUMH, JIENb
MepPeCyBarOThCsA, NPOOYIOTh CMOKTaTH MaTky. Baxka ¢dopma 3akiHUyeThCS
JeTaJIbHUM  KIHIIEM. IMyHOJIOTIYHa HECYMICHICTb BHU3HAYAETHCA  LUISIXOM
MOCTAHOBKH PEaKIlli arIFOTUHAIT 1 TeMOJII3Y M1k CUPOBAaTKOIO MaTepi (200 KpoBi) 1
epUTPOLIUTAMH TTIOPOCHT.

Kypu

KopoTrkonoricTs. Y rerepo3urot (Aa ) mopoau Kpinep yKOpoUYeHi KiHITIBKH.
["'omozurora (AA) yepe3 axonapoaictTpodii Ha 4-6 eHb 1HKyOalii TuHe.

TI'osicTb. Y roMO3UTrOTHUX Ky4epsiBOrO Kypeil HEJOPO3BHMHEHHS OINEPEHHS.
binbme 60% xypyaT ruHyTh TpoTaroMm nepmux 14 nuiB xutta. Y 40% mnTaxis
3yCTPIYa€ThCsl BIJICYTHICTh MIpP'SSHOTO TOKPUBY 4Yepe3 KiJdbKa MICALIB MICIs

JIMHSTHHS, KOJIM 0araTo mip's BXKe 3J1aMaHi.



be3 xBocricth. Y Kypell TOpoOau JIETTOPH 3yCTPIYAEThCS BPOJKEHA
0€3XBOCTOCTb .
Korn
Be3 xBocTicTh. Bpomkena 0e3XBOCTICTh
Ko3n
Be3 yxicTb. Y romo3urotHux ki3 (AA ) 3ycTpidaeThCs BiJICYTHICTh BYITHHUX
PaKOBUH.
JIncuui
HocBiTainHa mirmedTamii. Y rerepo3uroT IUIATUHOBOI MOPOJAU JHUCHUIb
OCBITJIFOBaHHS MITMEHTAlIi , 8 y TOMO3UTOT (Aa ) eMOploHaJIbHa CMEPTHICTh
Hopku
IHocaiT/iHHA mirMeHTamii. ¥ xerregainbCcKod MOpOau HOPOK OCBITIFOBAHHS
MICMEHTAIli , @ Y TOMO3HUTOT - eMOpIOHAJIbHA CMEPTHICTb.

AYTOCOMHO — pelleCUBHUI THII YCIIAJKYBAHHSI AHOMAJIiil

VY OuIbLIOCTI BUNAAKIB AayTOCOMHI JIETalbHI TE€HU € PELECUBHUMH 1
BUSIBJISIIOTH CBOIO [0 TUIBKM B TOMO3UTOTHOMY CTaHi (aa), MpU LbOMY Maroyu
MOBHY TIEHETPAHTHICTh. TOMYy Yy YOJIOBIYMX Ta J>KIHOYMX OCOOMH JedeKT
MPOSIBIISIETHCS 3 OJIHAKOBOIO YaCTOTOIO.

['ereposurotu 3a iumMu renamu (Aa) GEeHOTUITHO HIYMM HE BIPI3HAIOTHCS Bl
HOpPMaJIbHUX OCOOMH. TOOTO, B T€TEPO3UTOTHOMY CTaHI PELIECUBHUN T'€H MOXE
ICHyBaTH B 0araThbOX MOKOJIIHHSIX, HE BUSIBJISIOYUCH (PEHOTHIHO. Y pE3ynbTari
MEPIINA XBOPUI Ha PEIIECUBHY XBOPOOY 3'SBISIE€THCA Uuepe3 0araTo MOKOJIHb MiCIs
BUHHUKHEHHS MyTalliil (OCKUTbKM HAPOIKEHHS XBOPOI0 HAIlaIKa MOKJIMBE TUIbKU B
TOMY BUNAJKY, SKIO 00MABa 0aThKU HECYTh PELIECUBHUN T'€H XBOPOOU.

3 MeTO0 0OMEKEHHS MOLIMPEHHS JIETAIbHUX T€HIB cepe]l TBAPUH HEOOX1THO
CBOEYACHO BHSBJISATH iX HOCHB, OCOOJHMBO TUIOJHUKIB, KOJHM TPU IMITYYHOMY
3aIuTiTHEHH] YCIIaIKyBaHH aHOMAJTIi MOXKEe MaTH MTUPOKE MOIIUPEHHS, Ta BXKUBATH
3aXO0/IiB IIOJ0 YCYHEHHS iX BiJ penpoayKIIii.

YacTtoTa penecuBHUX CIAJKOBUX XBOpPOO OCOOJMBO MIABHUILYETHCA Y

MOMYJIALIAX, Y AKUX Aye 0arato KpOBHOCHOPITHEHHUX (1HOpEeIHUX) ClIaplOBaHb.



MOXIIUBICT,  HAapO/KEHHS ~ XBOPOTO  TOMO3WTOTHOTO  HAIagka 3
KPOBHOCTIOPITHEHUMH 3B'SI3KaMU BiJ 0aTHKiB, SIKi B TCHOTHUIII MAalOTh PEIICCHBHUMN
I'€H, 3HaYHO BHUIIA, HIXK MIPU ayTOPUIMHTY (HECEMEMHHMX CITAPIOBAHHSIX ), OCKUIBKU
,,KOHIIEHTpAIlis” HOCIiB MATOJIOTIYHOTO TeHa (TETEPO3WroT) y HUX BUIINA, HIK Yy
3arajgpHId momyssiii. OTxe, ayTOCOMHO — pELIECHBHE YCMAJIKyBaHHS Ma€ Takl
0COOJIMBOCTI:

1. PeriecuBHUMI Te€H BUSBISETHCS JHUINE y TOMO3WUTOTHOMY cTaHi. HaiOimbin
MOIIUPEHUN TUT TAPYBAaHHS MK T€TEPO3UTOTHUMHU HOCISIMHU.

2. Pu3uk HapOIKEHHS XBOPOi MTUTHHU y TE€TEPO3UTOTHUX OATHKIB CTAaHOBUTH
25%.

3. OqHAKOBO YacTO XBOPIIOTH OCOOMHU YOJIOBIUOI Ta KIHOYOI CTaT.

4. Ilpu mapi rOMO3HUTOT 32 PEIIECUBHUM I'€HOM 3 T€TEPO3UTOTAMH PO3MICTIIICHHS
oyne 1:1.

Take CHIBBIJHOIIICHHS aHAJOTIYHE TOMY, SK€ MAaeMO IPU ayTOCOMHO-
JOMIHAHTHOMY THIMI CHaJKyBaHHS, TOMY HOr0O HAa3WBaIOTh IHOJl IICEBJAO
nomiHaHTHUM. Lle Moke OyTH B. TBOX BUIIAJKAX:

1) 3axBOprOBaHHS 0OYMOBIJICHO PEIIECUBHUM T€HOM, 1[0 TPAIUISETHCS YacTo;

2) 3aXBOPIOBaHHS 00YMOBJICHO PEIIECHBHUM I'€HOM, 110 3yCTPIYa€ThCs PIIKO,
aJjie pu BUCOKOMY BIJICOTKY POJIMHHHUX 3B'SI3KIB y POJIOBO/II.

SIKIO MaToNOTisl, IO 3YMOBJICHAa PEIECMBHUM T'€HOM, HE BIUIMBAE Ha
KUTTE3ATHICTh OPTraHi3My 1 JOCUTh TOIIMpPEHa B TOMYJSAIi, TO MOXKJIUBI
napyBaHHs Mk JBOMa OCOOMHAMHU 3 ayTOCOMHO-PEIECUBHOI0 aHOMaJTi€r0. Y pasi
BC1 HAILIAJIKU MAIOTh aHOMAJIbHUI (PEHOTHII.

Sk mpu ayTOCOMHO-PEIIECUBHOMY THIIl YCIIaIKyBaHHS, TaK 1 MPU ayTOCOMHO-
JOMIHAHTHOMY, MOXYTb OyTH pI3HOMaHITHI CTYIEHI MpPOSBH  O3HAKU
(EKCTIPECUBHICTD) Ta YacTOTA (MIEHETPAHTHOCTI).

[HOMI TIpM 3HAYHIN TSHKKOCTI YpakKeHHS! PEIIECHBHI XBOPOOU 3yCTPIYAIOTHCS
CIIOPaJIMYHO, TOJII BETEPUHAPHMU JIIKAp Ma€ CIpaBy 3 MYTalll€l0, M0 3aHOBO
BUHUKIA. Hampukian, mpu cXpenryBaHHI T€TEPO3UTOTHOTO HOCIS 31 3J0POBUM, Y

CTaTEeBiM KJIIITHUHI SKOTO BiOYJIacsi MyTarlisi, pOJIOBiJ - HE TUIIOBUH.



Buusy HaBeneHi €Ki TeHeTUYH1 1e(PEeKTH CLIbChbKOTOCTIOAAPChKUX TBAPHH.
CnankoBi aHoMaJIii 3 ayTOCOMHO - pelleCHBHUM THIIOM yCHAAKYBaHHS
Besunka porara xyao0a

OnnokonutHicth (cimmakrinisa). Omua 3 mnomupeHux JaedeKTiB y
["ommTuHCebKOT Xy100M. MOHOTeHe ClaJKyBaHHS 3 HEMOBHOIO MEHEHTPAHTHOCTIO .
Haiibinpi 4yacTo ypaxaeTbesl IpaBa MEpeaHs KIiHIIBKA . Y TEIAT B1AOYBaEThCS
ITOBHE a00 YaCTKOBE 3JIMTTA JUCTAJBHUX YAaCTHH KIHIIIBOK , KOIMT 1 KOomuT. YacTo
PO3BUBAETHCS TIIBLKH OJIUH MaJielb. KpiM mopyiieHs moOy10BH 1 pO3BUTKY KICTOK 1
CyrJio0iB , crocrepiraeTbesi nedeKkTu M's3iB , 3B'A30K 1 HEpBIB . B pesymnbrari
3MEHILIEHHS IOl OMOPY BUHUKAIOTH OOJII MPHU CTOSHHI 1 XOAIHHI . 3HM)KEHE
KUIBKICTh B KPOBI €PUTPOIIUTIB 1 LIYKPY.

AmnyTtanis KiHIOiBOK (akportepia3). [laTonoriuHi CUMOTOMH aHOMAJII:
KIHI[IBKH 3aKiHYYIOThCSI 0OpyOKamMu B 3al'SICTHUX 1 CKaKaJIbHUX CYTJI00aX , CUIIbHO
BUpaXE€HA PEIyKIis HUKHBOI esenu. TeasTa HapoKYI0ThCs Micsl HOPMaJIbHOTO
TE€pMiHY YTPOOHOIO PO3BUTKY MEPTBUMHM , 00 THHYTh BiJIpa3y Micis HAPOKEHHS.
Kpim ammyTartiii KiHIIIBOK BiJJ3HAYAIOTh TAKOX : BUKPUBIICHHA XpeOTa , KaTapakTy ,
MIKpO(TaIbM , KpUITOPXI3M .

Jucxonaponnasisi. KiiHiuHMid m1posiB  aHOMamii TOJSITa€ B MOBHIM
HEPYXOMOCTI BCIX KIHIIBOK. 3aJiHI 3a3BUYail 3aKpy4eHi B CTOPOHY *KuBOTa. JlOBr1
kicTku 110 20% ykopoueHi 1 Ha 50 % 3MeHIIEeH1 B 1IaMeTp1 , TOMY JIETKO JIAMAOThCA.
HepyxomicTh KIHIIIBOK OOYMOBIIOETHCS JUCTAPMOHIEID POCTY MIK KICTKaMH,
M's3aMHU 1 3B's13kaMu. KpiM TOro , y TENST BUSIBISIETHCS By3bKa HOCOBA MOPOKHUHA,
110 YTPYAHIOE JUXAHHS. SIBHUX F€TEPO3UTOTHUX HOCIiB HEOOX1AHO BUOPAKOBYBAaTH
3 TabyHa.

IIpupoakeHnuii apTporpumo3 mnepeaHix KiHHiBOK ''Beamesxka 0alOka''.
VYpaxaeTbcsi myTOBUM ab0 3am’sSiCTHUM Cyrjiobn y TensiT, OTPUMAaHUX BiJ
CIIapOBYBAaHHS KOCTPOMCHKO1, CHYEBCHKOI , YOPHO -psi00i, 1 XOIMOTOPCKOI MOPII.
Horu BukpuBieHi Ha3oBHI, a00 B cepeauny . Komu 3'eqHyeThCs 3 aHK1JIO30M (

OKOCTEHIHHSIM CYTJI00iB), TO BiA3HAYAEThCS TOBHE a00 YACTKOBE MOPYIICHHS



3TUHAIBHUX - PO3TMHAIBHUX (QYHKIIH cyrino6iB. Tensita HE MOXYTh CTOATH Ha
HOTaX 1 CIUPAIOTHCS HA MYTO 1 BIHEIIb.

BkopouenHsi BepxHboi megenu (Mikpouedasis). XapakTepHi O3HAKH
aHoMaJii - BKOPOYEHHsI HOCOBOi KICTKH, CIPSIMOBaHE HaBepX HOCOBE J3€pKalo ,
ONMyKJia  JayromofioHa  ¢opma  HIKHBOI  HIeJeNd , LIUPOKE  YOJIO
(OympaoromomiOHicTh). BKOpodyeHHS  BEpXHBOI 1  HIDKHBOI — IIEJIENHd -
MOTICOMOIIOHICT, HaOyM0 TMOIIMPEHHS B 3'€IHAHHI 3 BUTPIIMIKYBATICTIO B
MONYJISIIAX KOCTPOMCBHKUM 1 sipociiaBchkoi nopij. CymyTHI AeheKTH Mald Takui
BUTJISAJI: YaCTKOBO BHUJIHO BEpXHE HEOO, TOBT1 ByXa, IOBIHM Tyly0, YKOPOUEHi HOTH,
JIOBTH XBICT, PO3JABOEHHI KPYIIL.

Bpomkena karapakra. AHOMallis XapaKTEPU3YEThCS TMOBHUM  a0o
YaCTKOBHUM IMOMYTHIHHSM KPUIITAINKA , IO 3'€AHYETHCS 3 TOMYTHIHHSIM POTIiBKU B
daranpHult nepion. Huspka xuBa Maca npu HapOHKEHH1 y TEJST 1 oraHa eHepris
pocCTy Iipu BiAroAiBii. BuHukae anomanis miciis 3roJJ0ByBaHHs BariTHUM TBapUHAM
KOpMU 3 Ha@TaalHOM, a TaKOXX NpH ONPOMIHEHHI PEHTIeHOM, a0o Micis
nepeHeceHux iHdekIii. Jledhext cyOBiTaIbHUX.

Mywmidikanis mnona. HaliyacTtime 3ycTpidyaerbcsi aHOMallisi Yy KOpIB
JUKEPCEeMChKO1, IMIBEIACHKOI, TepH3eickor mopia. [lnogum runyth Ha 8 wMicsill
yTPOOHOTO PO3BUTKY, ajie HE a0OPTYETHCS , HAPOPKYIOThCS 110 3aKIHYEHH1 TEPMIHY
yTpOOHOTO PO3BUTKY. T170 TaKUX IUIOIB CUIBHO 3MOPIIUBCS Yepe3 JeriApaTauio ,
1M1 BKOPOYEHA , KIHIIIBKUA HE 3ruHA0ThCs. OTeneHHs: MyMi(iKOBAaHUMH TESTaMU
3aBKJU TIPOXOJATH 3 BETUKUMHU TPYAHOIIAMH.

Bpoxxena BoasiHKa rosi0BHOro Mo3ky (rigpouedasnisi). Henopmanbhe
Oy/z0Ba yepera, 10 aHATOMIYHO BUSIBIISIETHCS CKYITUEHHSIM CTUHHOMO3KOBO1 P1JIMHU
(3-5 nmitpiB) B nurtyHoukax Mo3Ky. CyaMHHI 3YCIUICHHS MO3KOBHMX IUTYHOYKIB
30uTBIIeHT B 4-5 pa3iB MOPIBHSHO 3 HOPMOKO. ATpodis Bil THUCKY MO3KOBOIi
pedoBuHU. JlepopmoBaHMii uepemn, YOO BHUJAETHCS HAJ JIMIBOBOK YacCTHHOIO
rOJIOBH, YEpEenHl KICTKH pOOJSITHCS TOHKUMH 1 JIETKO TPOTMHAIOTHCS MPHU

HATUCKaHHI. Bimirpae 3HauHy poJib SIK TEPENIKoJa MpU Mojorax. AHOMais



XapaKTepU3YEThCS BETMKUM CKYMUYEHHSM PLAMHU IiJ MIKIpOK B 00JacTi TOJIOBH ,
K , TPYIHOT Ta YepeBHOT MOPOKHUHAX TiNIA , MIAMIKIPHINA KIITKOBHUHI.

Bpom:xena 3arajgbHa BoAsitHKa Iuioga  (rigparamisi). Teapunu
HApOKYIOTHCS 3BUYATHO MEPTBHUMH IICIS HOPMAJIbHOTO TEPMIHY YTPOOHOTO
PO3BUTKY a00 Ha 7- My Micsill . Boru 6echopmHi , CHIIBHO pO3MyXJIi , IIIKipa M'sika
, TICJISl HATUCKAHHA Ha TUIl 3aJIMIIAI0ThCsl BM'SITUHU. [leekT yacTo onuHsSIETHCS B
CHJIBHO 1HOpHIOBaHUX TaOyHaX KOCTPOMCHKHI MOPOIH.

Ipupomkenuii ixtio3. 3aranpbHUll TrinepkepaTo3 - IMIJBUILIEHA CTYIIHb
3pOTOBIHHS MIKIPHOTO EMiIEpMICY, XapaKTEPU3YEThCS MOTOBILEHHSAM 1 CYXICTIO
HIKIpY. Y TENSAT MOBHA BIJCYTHICTh BOBHSIHUM CIHM , 3pOTOBIHHS IIKipU. BoHu
HapOKYIOTHCS MICIS HOPMaJIbHOTO TEPMIHY YTPOOHOTO PO3BUTKY, BKPUTI TOBCTOIO
pPOroBuUi MJIATIBKOIO, MEPTBUMH a00 TMHYTh Bijipasy xk miciisg oteneHHs. lllutoBunna
3aJ103a y TEJIST 3 1XTI030M 3HaXOJUTKCS B CTaH1 rinodyHkiii. TBapuHu oTpuMaHi BiJl
CHOPIAHEHOTO CHapIOBaHHS.

Bponxena rinonna3ia ronaja. AnHomaris BiATBOPIOBAIBHOI CUCTEMHU CaMIIiB
1 CaMOK MOIIUPIOETHCS HAa T€HEpPaTUBHY TKaHWHY 1 BHACIIJIOK IIbOTO HACIHHUKH 1
S€YHUKH 30BCIM HE BUPOOJISAIOTH CTATEBUX KJIITUH a00 BUPOOJISIOTH JIMILIE B MaJli
KUTBKOCTI. Y 25 % criocTepiraeThes Tinoriasis JJiBux roHan , B 1 % - mpaBux (HacTae
3HIDKEHE POJIOUICTD ) 1 4-5 % TBapWH MalOTh ABOCTOPOHHIO TIMOIUIA31I0 MPH SIKIN
HACTa€ MOBHA CTEPWIbHICTh. KIIIHIYHO BCTAHOBIIOETHCS 3 7 -MICSYHOIO BIKY.
JI1arHOCTUYHO BUSIBISIIOTH CUJIBHY PEAYKIIIIO CIM'STHUKIB 1 sieuHuKiB. OOyMOBIIeHa
IPOCTUM PELUECUBHUM TE€HOM 1 MOBHOI IMEHETPAHTHICTIO. BCTaHOBIEHO 3B'A30K
SKOCTEH CIepMU 31 CTYIIEHEM TINoMIa3ii CIM'SHUKIB .

CBuHi

Ilipomeunist (ekTpomedtist). BincyTHicTh nepudepuyHOro ckejaera KiHIIBOK,
MPOKCUMAJIBHUM cKeneT pyauMmeHntapHuil . [lopocsta MOXyTh Oirat 1 ctpubaTu
TITBKH Ha TphoX HoOTax. I[lo mocsrHenHio xuBoi Macu 30-35 kr siBa HOTa
BUTUHAETHCS , BUKPUBJISIETHCS 1 CBUHI HE MOXKYTh IIIBECTUCS HA TIEPEAH] HOTA.

AMmeuist. [ToBHa BIICYTHICTh BCIX YOTHPHOX KIHIIIBOK.



Bponxena mynkoBa rpuska. Y cBuHEH 3ycTpiuaethcs B 1% mnpuriony.
KniniyauM nposiBOM i€l aHOMAJIi € HEe3apOIIeHHs M'SI31B MyMKOBOTO KUIBLIS, B
pe3yibTaTi 4oro B 001acTi MyIKa 3aJIMIIAETHCS TPUKOBOI BX1]l, Uepe3 IKUH MOKYTh
BUMAAaTH HyTpomli. J[iarHOCTYIOTh MYNKOBI IpWXi B CaMOMYy PaHHbOMY BII
najgbHaIi€ro, a Mm3HIe MO0 HASBHOCTI MIKIPHOTO TPHKOBOTO MIMIKa. 3yCTPIYAETHCS
K Y CBHUHOK, TaK 1 XpsSYKOB, ajie Y CBUHOK O1IbII yacTo. JIikyBaHHS MOXke OyTH
poBeJICHE SIK OE3KPOBHUM , TaK 1 OMEPATUBHUM ILIUISIXOM.

Kparepne cockiB. YBIrHyTI BepxiBKH cOcKiB. [Ipu cMokTaHH1 Bi10yBa€eThCs
MEPEKUM MPOTOKY 1 CPiHKTEpa, MOJIOKO HE BUILTUBAE, MOPOCATA 3ATUIIAIOTHCS
TOJIOIHUMH MOPYILIEHHS M'sI30BOT KOOPJAMHAIIli, HEY3I0JI)KEHICTh PYXIB IPU XOb01.

linpodgraabm (BpomkeHa BoAsiHKA oka). Boxasnka ouHoro so6iyka,
MOBTOpPHA TJIAyKOMa BUHHUKAE B XOJ1 3aMaJbHOTO MPOIECY YCEPEAHHI OYHOTO
A0JIyKa yacTillle y cTapux TBapHH. € OJHIEI0 3 TEHETUYHO OOYMOBIIEHUX MPUYUH
CIIMOTA HOBOHAPO/DKEHUX TMopocar. Bech ouell 30UIblIeHUN, OYHE SOIYKO
BucTtynae. JleQexkTHi XpsSukd OJAHOYACHO OYBAaIOTh JABOCTOPOHHIMHU KPUIITOPXHU.
['eneTnuHo oOymMoOBIeHUH ruapodTabM HaifuacTime OyBae TBOCTOPOHHIM, Y TOU
yac K NpuAOAHUI OJHOCTOPOHHIM.

CBuHi, BiBIi

ATakcis (Mo304ykoBa rinmomiasis, Oe3mopaauicTh). IlopyiieHHs mpu
BCTaBaHHI , XO/IIHHI . TBApUHU HE MOXKYTb I1JIBECTHUCS , [ITHIMAIOTh TOJIOBY 1 HABITh
MIJBOASTHCS , aje IMOTIM 3aBAOIOThCA Ha crnuHy. [lpu 1pOoMy mOpYyIIEHH]
CIOCTEPIraloThCs ENUICNITUYHI TPUITAIKH.

BiBus

KapankoBicts. [lopymiennst GyHKITIT IUTOBUAHOI 3251031, 3aru0ens yepes
MICSIIb TICIISI HAPOKEHHS.

Kpunropxi3m. [1pu miit anomarii B HOpMalibHI TEPMIHU HE BiI0YBAETHCS
OITyCKaHHS CIM'SHUKIB 4epe3 MaXOBH KaHAJT B MOIIIOHKY. Moxke OyTH 4epeBHO1,
MaxOBUN KPUNTOPXi3M, 1110 MPU3BOAUTE A0 0€31I1iHOCTI . CUIIBHO MONTUPEHUN

KPHUIITOPX13M Y O€3pOTUX MEPHUHOCOBUX OapaHiB, 3 4acTOTO0 10 35 %. CuiibHi



PO301’KHOCTI B IEHETPAHTHOCT1 CBITYaTh MPO BILIUB HE TIJIHKH CITaIKOBUX
¢dakTopiB cTaTi, a i yMOB YTPUMaHHS.

IMapaJjiy TazoBux KiHmiBok. CMepTh y BiIll IEKUIBKOX JIHIB.

Inagnukn

Be3 onipeHicTb. AHOMAIIS - BIICYTHICTh OTIEPEHHS - HE Ma€ JIETAIBHOTO JIii
. BigcyTHi B inauuku 1 dhomikyau. [Hoai 3'sBas€ThCs KUJIbKA MMip's B 00J1acTi Teya ,
JikTs abo rpyner. Kpim toro, Ha ogHiit abo Ha 000X KiHIIBKaxX € oJuH a00 KUJIbKa
3aliBHMX HaJIbIIB ( O TaKTHIIIA).

Kypu

YnoBiibHeHa omipeHHICTh. 3aTPUMKa PO3BUTKY TOBTOPHUX MaXOBUX Mip'TH
y JIETTOPHIB.

IloBkoBUCTiCTH Mip’s. [1ip's BIIPI3HAIOTHECA M'SIKICTIO 1 IOBKOBHUCTICTIO.

Omnipenns '"mukoOpa3z'’. I[lip's 3anumaroTbcsi 3ropHYTUMH B TPYOKY,
BUJIA3STH Mi3Hime. [ITaxu 4yTiuB1 10 X001y 1 HE MOXKYTh JIITATH.

3HomeHe mip’sa. YpaxeHa nepo Kpui 1 XBOCTa.

Mikpodraabm. J[liametp s0dyka o4l 3MEHIIEHUH, TpebiHb YacTo
MOTOBILEHUN. 3aru0ernb HanpHUKIHLI eMOPIOHAIBHOTO Niepioy abo Biapa3y K Micis
HAPOJIKEHHS.

He3naThicts 10 BuwiymieHHsi. EMOpioHM THHYTH B OCTaHHIM THXJICHb
1HKyOaIi.

BincyrHicts myxoBoro mip's. YV Hpto-I'emnmmpi MyTtaris (GpeHOTUITIUHO
BUSIBIISIETHCSI HE TUIBKM Yy BIJICYTHOCTI IMyXOBHUX IIp'sd, aje IINOp 1 MalbLEBHX
MOAYIIEYOK, M'sIKa SIK BICK IIKipa. OJUHOYHI MIp's € Ha TOJOBI1 , 136001 1 3aAHBOI
TpEeTUHU Tyayba. Y mOpociux OCOOWH TIip'sHUN TOKPHUB CKyHOBIxKeHe. Jlis
NTAIICHAT, SKI BWIYNHWIWCSA, aHOMAJisl JeTadbHa, TMPU HOPMaJbHUX YMOBax
CEpellOBUINA TTaXH MOXKYTh JKATHU JIMIIE B MPUMIMICHHAX, SKi OOITpIBarOTHCA.
Hecyudicte nocsrae Tinmbku 40 %. EmOpioHanbHMIT PO3BUTOK 1 3MAaTHICTH IO
BUJIYTUJICHHSI Y HOCIiB O3HAKH MOPYIIICHHS .

Expoaakrinisi. YkopodeHi 1 migHATHI 13600, 1e(hEKT KiHIIIBOK 1 3aru0eb Ha

17- 20 -#, nenn iHKyOaIrii.



"ConsiuHe omepeHHs''. Jlepopmaliisi omepeHHS y IOPOCIHX KYypOK 1
BUPAXKAETHCS B OTOJICHOCTI Kpwil. [I[pUunHOIO IIHOTO € 3MEHIIIEHHS YMCIIa TOBKUHU
MaxOBHUX KpPHUJI, BTpaTa CTPYKTYpPH MIp's, AKi IOKPUBAIOTh Kypel. Sk cynyTHe siBUILIE
BiJI3HAYAETHCS aHOMAJTis 13b004.

Be3kpuiicTb. BiACyTHICTh KpHWII 1 YACTKOBO JIETKHMX , TTOBITPSHHUX MIIIKIB ,
HUPOK.

Koni

ATakcis. BpaxxeHHs cnuHo - nepeOpaibHOi CUCTEMH, IO 1 BUPAXKAETHCA B
MOPYLIEHHAX KOOpAWHAIi. XUTKa 1 HeCTiiiKa X0/1a 1 TPeMTIHHS TBapHH JI03BOJIE
3aMiIO3pUTH  MO3KEUYKOBYIO arakcito. Jlomara panrtoBo mnaaaroTe Ha 3af7
NEepPEeKUIAI0ThCsl Ha cruHy. [lepini KIiHIYHI TPOSBU MOYMHAIOTHCS 3 2-4 THKHS
KUTT. Hamanu dvacTimaroTh 1 CTalOTh OUIBII BOXXKUMHM 4epe3 OUIbII MOBHUIM
napajid Jyiomart. SIKIo BOHM HE 3ardHyTh caMi , iX HeOOX1IHO IICII X HaIaiB
YMEPTBUTH .

AHodTaabm. OnHe - a0 ABOCTOPOHHE BIACYTHICTh OYHOrO s01yKa. OuHa
IIUIMHA JTy>K€ BY3bKa, Bii CIIPSIMOBaHI BCEPEIUHY.

Tun ycnaakyBaHHsI aHOMAJIIM 34YeNJUICHUH 3i CTATeBUMHM XPOMOCOMAaMM.

CTaTh OpraHi3My CIIpHilMaeThcsl SK CIaaKoBa o3Haka. Moro audepeHmiamis
3aJIeKUTH BiJl TOETHAHHS CTaTEBUX XPOMOCOM Y 3UTOTI M1l Yac 3ariIiHEHHS.

I'enu, sik JOMiIHAHTHI, TaK 1 PELIECUBHI, SIKI KOHTPOJIIOIOTH NIEBHY aHOMAJII0,
MOYTbh OyTH JIOKaI130BaHl B CTATEBUX XPOMOCOMaX.

SAxmo B xpomocomi X JIOKami3ye€Tbcsl JAOMIHAHTHUN Te€H, TaKUi THI
yCHaJKyBaHHS Ha3UBA€ThCS X — 3YEIUICHUM JIOMIHAHTHUM. BiH nputamaHHUiA
HeOaratboM (popMaM MaToJOrii, HAPUKIIAA, BiTaMiH [| — pe3aucTeHTHOMY paxiTy.
DeHOTUIIOBE MPOSIB 3aXBOPIOBAHHS MAIOTh SIK T€MI3UTOTH, TaK 1 TETEPO3UTOTH.

1. Jua X — 34YemIeHoro [OMIiHAHTHOIO THIy XapakKTepHi Taki
0CO0IMBOCTI yCIIaAKyBaHHS MaTOJIOTiI.

1.1. XBopi Hamagku OyayTh JIMILIE B TOMY BUIAIKY, SIKIIO XBOPHUI OJUH 13

OaTHKIB.



1.2. SIxkmo xBopuit 6aThbKO, TO BC1 HOTO OYKH OyIyTh I'€TEpO3UTOTHUMH,
puiIoMy (PEHOTHITHO XBOPUMH, a BCl CHHHU - 3JOPOBHMMH, TOMY IO BiJl OaThKa iM
MOske OyTH nepenana auiie ¥Y-xpomocoma. Lliero ocobmuBiCcTIO JaHUM THIT TIEpeiadl
BIJIPI3HSAETHCS BiJ] ayTOCOMHO-IOMIHAHTHOTO THUITY, IIPH SIKOMY CITiBB1JHOIIIEHHS
XBOPHUX Ta 3J0POBUX CHOCIB CTaHOBHTH 1:1 1 € OJlHaKOBUM TSI JITeH 000X craTeit
(Aa x aa = Aa; Aa; aa; aa).

1.3. Sxmo xBopa MaTtH, TO WMOBIPHICTb HApOJKEHHS XBOPOI AUTHHU
nopiBHIO€e 50% He3alIe’)KHO BiJI CTATI.

1.4. 3axBOpIOBaHHS MPOCTEKYETHCA Y KOKHOMY TOKOJIIHHI.

1.5. XBOpit0Th 0COOU SIK YOJIOBIYOi, TaK 1 ’K1HOYO1 CTaTi, ajie B LIIJIOMY KIHOY1
OpraHi3MH XBOPIIOTh y 2 pa3u OUIbIIIE, HIK YOIOBIYI.

1.6. Y 3n10poBux 06aThKIB yC1 AITH OYIyTh 310POBI.

OCKUIbKM YOJIOBIYI OCOOMHM TeMI3UTOTHI (T€HH ICHYIOTH Juiie B X —
XpPOMOCOMI), TO OYJIb-sIKI PEIIECCUBHI T€HH Y HUX MPOSBISIIOTHCA (DEHOTUITHO. SKIIO
MyTallisl TeHy pelecruBHA JieTajdbHa, TO Y CCaBIIB YOJIOBIYlI OCOOMHHU THHYTH 1 HE
MOXKYTb TepeJlaTh el TeH Hamraakam. JKiHodl 0COOMHU y pasi € JIHIIe HOCISIMHU
JIETabHOTO PEIECUBHOTO T'EHY.

VY nTaxiB depe3 reMi3UroTHICTh HE YOJIOBIYOi, a JKIHOYOI CTaTi KapTUHA
yCHaJAKyBaHHS 03HAKU 3BOPOTHA, MPUUYOMY IIPsIME 1 PEIIUIPOKHE CXPEITYBaHHS J1a€
pi3HI1 pe3ynbTaTH.

2. Ilpu Jokamizamii — y X — XpoMocOMi peleCMBHOIO TeHYy THII
YCHAAKYBAHHA HA3MBA€ThCsi X — 3YeNJIEHHM PeleCHBHUM, ISl SIKOTO
XapaKTepHi TakKi 0c00JIMBOCTI:

2.1. 3axBOpIOIOTH 3/1€0UIBIIOT0 OCOOMHHM YOJIOBIYOI CTaTi, y TOMY YHCII
poauyi mpobaHa MO MaTEPUHCHKIM JTiHIT. Y HUX MaTOJOTIYHUM T€H BUSBIISE CBOIO
JI0 y TEMI3UTOTHOMY CTaHI.

2.2. CuH HIKOIM HE yCMAaJKOBY€ XBOpoOy OaThka, TOMY IIO OyJe BIACYTHS
nepeaya 03HaKu BiJl OaThka A0 CHHA M0 YOJIOBIYil JiHii.

2.3. SIxmo nmpo6aH caMKka, TO i 6aThKO 000B'SI3KOBO XBOPHIA, a TAKOXK XBOPI

yci i CuHu.



2.4. TIlpm cnoaproBaHHI XBOpOro camis Ta (HEHOTHIIYHO 370POBOI
TOMO3UTOTHOI CAaMKH BC1 HalaJKu OyIyTh 3J0POBHMH, ajie¢ Y CAMOK MOXYTh OyTH
XBOP1 caMIIl.

2.5. Ilpu mapi 370pOBOTO caMIli Ta TE€TEPO3UTOTHOI CAMKH WMOBIPHICTH
HApOJKEHHS XBOPOTO Haiaaka cTaHoBUTh 50% s 0COOMH YOJOBIYOi CTaTi
(cTiBB1IHOIIEHHS 3/I0POBHX 1 XBOPUX CaMIIiB MPU IbOMY CTaHOBUTSH 1:1) 0% xBOpHX
Uit ocoOuH KiHOuoi cTari. OTXe, BCl TeTEpO3UTOTHI JAOYKU OyayTh HOCIIMHU
aHOMAJIbHOTO T€Ha, 1X CIIBBIJHOIIECHHS 3 JOYKAMH, BUIBHUMH BiJl IIbOTO T'€HA,
craHoBuTuMe 1:1. Bim3HadeHi OCOOJIMBOCTI, XapakTepHI IJis PEIECHBHOTO
HACJI1TyBaHHS, 3YETIJICHOTO 31 M1JJIOTOF0.

JlommyckaeTbesi, MO TeHHU, SKI BH3HAYAIOTh YOJIOBIUY CTaTh, CUHIAKTHIIIO,
TINepTpuxo3, picT, audepeHIiamio CiM'SHHUKIB, po3MIp 3yOiB JIOKali30BaHI Y
KOpOTKOMY mmiedi Y — XpoMocoMu. O3HaKM Ta BJIACTUBOCTI, SIKI BU3HAYAKOTHCSA
MM T€HaMHU, YCIIaJKOBYIOThCS 3a TOJAHAPUYHUM THUIIOM.

3. Jdas roaaHApPUYHOIO THIy XAapPaKTePHi Taki 0Cco0JMBOCTI
yCHaJAKyBaHHSA NATOJIOTII:

3.1. XBOpIIOTH JIMIIIE CaMIIl.

3.2. JleexTn nepenaroThCsi BUKJIFOYHO IO YOJIOBIUIM JiHIT O€3 MepenycToK.

OctaTouHo npobIeMa MaToJIOTIYHUX TeHIB Y Y — XpOMOCOMI HE BUBUYEHA.

4. KpiMm cnmagkoBHUX 3aXBOPIOBaHb, 34YCIUICHHUX CTATTEH, ICHYE€ HHU3Ka
3aXBOPIOBaHb, 00MeKeHUX CTAaTTel. BOHM 3yMOBIIEHI reHaMu, PO3TalllOBAaHUMHU B
ayTocomax, ajie TOPMOHHM Ti€i YU 1HIIOL CTaTl PEryiiol0Th IXHIO EHEHTPAHTHICTD
a00 excripecuBHICTh (""XBopoOa O1LIMX TEIUllb").

O3Haku, 00Me:KeHi CTATTIO - 1, K1 BUSABIISIIOTHCS B OCOOMH JIMIIE OJHIET
CTari.

Hamnpukinazn, MosodHa Ta sie4Ha MPOAYKTHUBHICTD, KPUIITOPX13M (HACIHHUKHU Y
CCaBIIiB HE OMYCKAIOTHCSA B MOIIOHKY, BHACIIIOK YOTO CaMIli CTalOTh CTEPUIILHUMU,
SKIIO X04a O OJJMH HACIHHUK OIYCTUTHCS B MOILLIOHKY — caMmellb Oyae (pepTHIIbHUM,

1 KpUTITOPX13M MPOSBUTHCS JIUIIE YACTKOBO).



AHoOMAUTII , 34eruIeHi 3 CTATeBUMH XPOMOCOMAaMH
Beauka porara xyaoba

AHTHUMACKYJSAAPHUA JieTaJdbHUA (AKTOP (3HMKEHA YACTOTAa OTEJICHHS
ouukamu ) Cnp VY [eskux poavMHAX aHTIEPCKOW MOPOIU KOpIB BCTAaHOBICHHIA
3HAYHO OUTBIIIE MEeP10J] MK OTEJICHHSAMHU , HIXK Y 1HIIMX TTOPiJ , 1 CHIIBHO BUPAKEHUN
3pYIICHHS CMIBBITHOIICHHS CTaTi B )KIHOUY CTOPOHY. 3HMKEHA YacTOTa OTEICHHS
OMYKaMU € MPUYUHOIO CIAIKOBOTO JIETAIbHOIO I'eHa , TMOB'I3aHOTO 3 MiAJIOTOI0 1
BU3HAYAETHCS PEIIECCUBHO . [Ipu 3'€eqHaHHI 3 4OIOBIUOI CTAaTEBOi Y- XPOMOCOMOIO
TaKii XKIHOY1H XPOMOCOMH (HOJIOBIY1 3aPOJKHU ) 3UTOTH BIAMHUPAIOTH

IIpupoxnennas negopmanisi nepeaHix KiHIiBOK y OWYKIB B ITOETHAHHI 3
aHKLJIO30M KICTOK B cyrio0ax Cnp Y OuuKiB 4OpHO- psA00T Ta CHHIBCHKOI TTOPIJT BT
1HOpeHUX OaTbKIB BUSBICHE BHUKPHBJICHHS B 3all'ICTHUX CYIJ00ax KIHIIIBOK.
CrymiHb IposiBy aHOMaJIii BapiroBaacs BiJl CJIa0KOTO , IO 3 BIKOM CTaBaB MEHIII
MOMITHUM , JIO CHJIBHOTO . PyXJUBICTh KIHIIIBOK OOMEXeHa . Y Tepii JH1 Micis
HApO/KEHHS aHOMallbHI OWYKHM HE MOXYTh BCTaBaTH. Y TOJANBIIOMY BOHHU
HiAHIMAIOThCS , ajle NMepecyBarThes 3 TpyAaHowamu. [lepenaua o3Haku Wae uepes
Marip.

AHanoHTis - A33 (BiACYTHICTH 3yOiB ) y MO€AHAHHI 3 TIMOTpiXien (
6e3BOJIBHICTD -ynopsan ) Crnp Y OWuKiB , AK1 HAPOAMIUCS BiJl CXpEITyBaHHS KOPIB
bpu3bKOi Mopoau , 3 OMUYKaMU TOJIIITUHCHKOI 1 repedOpACHKOI MOpij , 30BCIM HE
Oyso 3y0iB 1 OyB BiJCYyTHIH BOJIOCSHUM MOKpUB. Henopo3BuHEHHS BOBHOBOI CIHH
MO>K€ MPOSIBISATUCS B AJOMELIT - TOCTYITOBOMY OOJIMCIHHI. Y TEIUIlb - HaIlIBCECTEP,
aHomautii He OyJsi0. Martepi OMYKIB MaJld OIHY 00Ky .

3onanbHa ( cMyracra ) 6e3 mepctHictb A Cna Lllepctsanii mokpiB y KOpiB
TOJIITUHCHKOT MOpoaAM Oyfia BIACYTHS Yy BUIJIAAI CMYT , IO MOIIMPIOBAIUCS
BEPTUKAIBLHO cliiHU. CTiBBIAHOIIIEHHS HOPMAJIBHUX JI0 aHOMAaJIbHUX TBAPUHAM , SIK1
HAPOJIUJIUCS BiJ] TE€TEPO3UTOTHUX MATEPIB 1 HOpMAIbHUX OUKiB , Oyno 1:1. Hocisitmu

nedexTy € uiie )KiHo4Yl OCOOMHMU.



Kypu

Bbe3nepictb. Cnp Ilepo He Moxe mnpoOutucs 3 Qomikyn. [lomoBuna
0e3MipbeBl KYpOUOK BUIYIUTIOETHCS , JI€ TIIBKU MOJIOBHHA 3 HUX BHKUBAE. JlehekT
MOPYIIY€E HE TUIBKU OMEPEHHS , @ ¥ IITOPH 1 MaTbIEB] MOTYIICUKH.

ConsmmBictb. Cnip MIsiBICTh 1 COHJIMBICTD , 3aJIMIIKA 1 CYJOMH TUIbKH Y
KYPOUOK .

FoaicTs. En Cip AHOMAaTisi BUSBIAETHCS B Pi3HINA IHTEHCUBHOCTI 3aTPUMKHU
PO3BUTKY I€pa - Bijl Maii’ke TOBHOI BIJICYTHOCTI MyXy 0 HOPMAJIBHOTO PO3BUTKY
mip's. ['oma cnuHa y XKiHOYMX OCOOMH - TIOpUIIB POA-alJIeHA CMYyracTuil X
IUTIMYTPOK . BiICYTHICTH mepa y rofiux Kypei 3yMOBIIEHO PElleCHBHUM JICTAIbHUM
(dakTopoM , 34EIJICHUM CTaTTi0. Maiike MOJOBHHA HEONEpPEeHE KypOuyOK I'MHE B
OocTaHHI 2-3 AH1 1HKyOalli , a 3 Kypyar , skl BUIYIHWJIUCS , - 1€ T0JIOBUHA B MepuIl
6 THXKHIB KUTTA .

Koni , Besimka porara xynoda

I'emoginisg. (Tum A ) Cnp HecBOpauiBa€MOCTBIO KpPOBI , IO MOB'S3aHO 3
BijicyTHICTIO (hakTopa YIII koarynsimii kpoBi , sikhii 6epe ydacTb B YTBOPEHHI
MJ1a3MaTUYHOTO TPOMOOIIACTUHY Y OCOOMH YOJIOBIYOi CTaTI.

linonuaa3isa emadi 3y0iB i mkipu. Cna Henopo3BUTOK TKaHWH 1 OpraHiB B
eMOpiOHATBLHUM TIEPI0J] Y CAMOK 13 3MEHIICHHSIM iX 00CSTY B TMOPIBHSHHI 3 HOPMOIO
, ToTtoHweHHs1 emanm. CynpoBOJXKYETbCS 3MIHOK KOJIbOPY 3y0iB. Y camIliB
JICTAILHUM KIHEIb .

I'mnepkeparo3. Cna IligBuiieHa cTymiHb 3pOroBIHHA IIKIPHOTO €MIAEpMICY
, XapaKTEepU3YEThCS TMOTOBUICHHSAM 1 CYXICTIO LIKIPH Y CaMOK. 3aXBOPIOBAHHS
MOB's3aHE 3 TOPYIICHHSIM 00MiHY (ocdhopy 1 JTMmidiB.

Paxir , pesucrentnuii 10 Bitaminy /[ (miabder docdary). Cna Kiiniuna
KapTWHA MOJII0HA /10 paxiTy . XapaKTepHe BUKPUBIICHHS JJOBI'MX TPyOUaCTUX KICTOK
, BIII3HAYA€ThCSI HU3bKa KOHIICHTpAIlisl HeOpraHiyHOTO Gocdopy B KpoBi. XBOPIIOTh

camku. B anamHe31 MOKyTh OyTH CIIOHTaHH1 a0OPTH 1 MEPTBOHAPO/IXKEHI CAMII].



ATpodis wm's3iB kiHmiBok. (miomatia) Cna I[IporpecuBna atpodis
MYCKYJIaTypH. Y TEIHIh THYYKI , TOJATINBI KIHIIIBKH. TBapuHU HE MOKYTh BCTATH
1 HE KOHTPOJIIOIOTh MOJIO0KEHHS MPH JICKaHHI .

CBuHi

Bpomxxena  KJIMIIOHOTICTL a00 BHBepHYTiCTh KiHHOiBOK. Chna
HecnipoMoKHICTh MiCIsi HAPOJKEHHsI CTOSITH abo mepecyBaTucs. B pesynbrarti
MYCKYJIBHOI CTaOKOCTI HOTHM BUCYHYTI BIIepe] a00 PO3CTaBJICHI B CTOPOHH IIif
KyToM 45-90 ° momo 1o Tina. Cepen XpsYKOB B 2 pa3u OiIbIIE BUIIAIKIB aHOMAJTIT ,
HIK y cBUHOK . Ha 14 - 18 - 1 n1eHp nposiB AeQeKTy 3HKY€EThCS, 1 TOPOCATAa MOKYTh
BCTaTH HA HOTH.

METOJIUKA BUKOHAHHSA 3ABJJAHHSA
3aBpnanns. BHeciTh B TaOJMII0O CUMBOJM , $IKI BHUKOPHCTOBYIOTH IIPH

CKJIaJIaHH1 POJIOBOY.

MixknapoaHa Mixknapoana
3HaYeHHSI CHMBOJIY 3HaYeHHSI CHMBOJIY
cucremMa cucrema
O 310pOBUH CaMENb
3710poBa caMKa

O Cratp HEBIIOMA

barbku ( 3my4eHi
( ) camellpb 1 caMKa)

3aBaanns. I[loTpiOHO HamWcaTH CXeMU YCHAJIKyBaHHS aHOMaJiM Mo
ayTOCOMHO - PEIIECUBHUM THUITY
1 . OGoe€ GaTbKiB XBOPI ( a):

PQ aa x & aa

F1 aa; aa; aa; aa




2 . OnuH 3 6aThKIB XBopwii (a ) :

a ) MaTH XBOpa , 0ATHKO 3IOPOBUI - TOMO3UTOTHUI

P @ aa x 4 AA

F  Aa; Aa; Aa; Aa

3aBaanns. BusHauTte xapakTep ycnaaKyBaHHS O3HAKH 1 pO3CTaBTE T€HOTUIIN

BCIX YJICHIB POJOBOY.

Y 10

20

29 30

BuzHayaemo TuHnm ycnaakyBaHHs oO3Hakd. O3Haka TPOSBISETHCS B
KOXXHOMY MOKOJIiHHI. Big cxpenryBanus 1-2, 1e 6aTbKo € HOCIEM 03HAKH, HAPOIUBCS
CUH, SIKMI Ma€ aHayli30BaHy O3Haky. lle roBopuTh mpo Te, 10 JaHa O3HaKa €
nomiHaHTHOIO. [liATBEpKEHHSAM JTOMIHAHTHOTO THIy YCIAaJKyBaHHS O3HAKW
CIIY’)KUTh TOW (haKT , 110 BiJ CXpelryBaHHS OaTbKiB, M0 HE HECYTh aHATI30BaHy
O3HaKy, HAILIAJKU TaKOX 11 HE MAKOTh.

Bu3znauaemo, 4n JaHa 03HAKA € AyTOCOMHOI0 200 34eIIeHOI0 3i CTATTIO.
B piBHiil Mipl HOCISIMU O3HAKH € OCOOMHM SIK YOJIOBIUOi, Tak 1 KiHOYOi crati. Lle
CBITYUTH TIPO T€, IO JTaHA 03HAKA € AyTOCOMHOIO.

Bu3zHauaemMo reHOTUININ YJIEHIB PO10BOY.

BBeneMo nmo3HaueHHs reHiB:

A - TOMIHAHTHA aJIeb,

a - pelecuBHa aJIeIb.

Y MmoTOMCTBI BiJl CXpellyBaHHsS, B SKUX OJUH 3 OaThbKIB HECE O3HaKYy ,

CIIOCTEPITAEThCS  PO3IIEIUIEHHS y  cHoiBBiAHOmeHHI 1:1, 1o Biamosizae



PO3LICTUICHHIO

Opu  aHAII3YIOuoOMY

CXpeIlyBaHHI.

[le cBiguuTh TPO

TETEPO3UTOTHOCTI BOJIOJAPIB O3HAKH , TOOTO iX reHoTHN Aa. Oco0u , y IKMX 03HAKa

HC CHOCTepiI‘aETBC}I - TCHOTHII aa.

3anucyroThCsl TEHOTHUNHU JJii 3pYyYHOCTI OUISI CHMBONY OCOOMHHU, SIK Ha

MAaJIOHKY.

CAMOCTIMHA POBOTA

3apnanns 1 . BHeciTh B TaONUII0O CHUMBOJIM, $IKI BUKOPHUCTOBYIOTH IIPH

CKJIaJIaHH1 POJIOBOY.

CranaapTHi yYMOBHI I03HAYEHHA , SIKi BAKOPUCTOBYIOThCSI IIPH
CKJIA/IaHHI POJIOBOAY.

Mixknapoana
cucreMa

3HaYeHHS CHMBOJIY

Mixknapoana
cucreMa

3Ha4YeHHS CHMBOJIY

310poBHil camellb
3/10poBa camKa

IToxoninasg

Cratp HEBITOMA

XBOpi 0COOMHM , SIKI MAIOTh
aHoMaJi

batbku (3myueHi camelnp i
camKa)

I'erepo3uroTHi HOCI{

Ponunue criapoByBaHHS

I'erepo3uroTHa HoCiiika
MYTaHTHOTO TeHa B X -
XpoMocoMi

Hesinomuii penotun abdo
T'€HOTHUII

Hamanok 3 xaainrBom

[IpoGany , skwmii

. . Buxunens
JOCTIKYETHCS B POJIOBO/TI
CiOcu * AbopTtu
MOoOHO3HUTOTHI (OTHOSHIIEBI ) .
MepTBOHaApOKEH]
OJIM3HIOKH
W3UTOTHI ( IBYXSIIIEBHE .
A ( AByxsiiu ) [Tamix
OJIM3HIOKH

* Cibcu - 11e HalIaIKu OHI€T OaThKIBCHKO1 Tapu ( pi3HI OpaTH i cecTpm)




3aBaannsa 2. CkjacTH CXEMHU YCMAJKyBaHHA ayTOCOMHO - JIOMIHAHTHOI
naToJIOr1i.
1 . O60€ GaTrKiB xBOpi ( A):

a ) OOuaBa TBapMH TOMO3HUTOTHI

PO x 4
@

F1

0) MaTH TeTEPO3UTOTHA , 0ATHKO TOMO3UTOTHUH

P Q X 43
.

F

B) OOMABI TBApUHU T'€TEPO3UTOTHI

P Q X J
-,

F1
2 . Onun 3 6aThKiB XBopui ( A):

a ) MaTu 310poBa , 0aTbKO XBOPOI - TOMO3UTOTHUI

P Q X d

F1

0) Matu 310poBa , OATHKO XBOPOI - FETEPO3ZUTOTHUI

P Q X 3
.

F1

B) MaTH XBOpa TOMO3HUTOTHA , 0aTHKO 3I0POBHI - TOMO3UTOTHUHN

P Q X d

Fi1
3 . O6o€e GaTpKiB 310poOBi (a) :

P Q X d
O

F1



3apaannsa 3. CkjlacTH CXEMHU YCMaJIKyBaHHS ayTOCOMHO - JIPEIECHUBHOI
NaTOoJIOTI.
1 . O6uaBa 6aTbKIB XBOpi (2 ) :

PO x g
@ I

F

2 . OnuH 3 6aThKIB XBopHi (a ) :
a ) MaTH XBOpa , 6aTbKO 3I0POBUIl - TOMO3UTOTHUIN

@

F1

0) MaTu XBopa , 6aTbKO 37J0POBUH - T€TEPO3UTOTHUMN
PO X J

F1

B) MaTH 3JI0pOBa TOMO3UTOTHA , 0aTHKO XBOPHIA

PQ X 3

F1

3 . O6uaBa 6aTbKiB 310pOBI1 (A):
a ) MaTu 1 6aTbKO TOMO3ZHUTOTHI1

PO X J

F1

0) MaTH TeTePO3UTOTHA , 0ATHKO TOMO3UTOTHUI
PQ X 3

O

F1

B) MaTH TOMO3UTOTHA , 0ATHKO T€TePO3UTOTHUIMA
P X d

F1



') MaTu 1 6aTbKO TeTepO3UTOTHI - 2 3aKOH MeHnpaens
PQ X d

F1

3aBaannsa 4. Y Oyap-aKOMY IMOKOJIIHHI 3yCTPIYalOThCs 1HAUBIAM 0€3 SIBHUX
O3HaK XBOPOOH , aye sIKi € HOCIAMHU . Y POJOBO/II , B SIKii O/IMH 3 OATHKIB XBOPHI , a
JPYTUMA 3J0POBUN , HAPOJDKYIOTHCS JITH 3 Ii€l0 aHOMalliero abo Oe3 Hei. Ale B
JIpyroMy TOKOJiHHI ( reHepaiii ) y 310poBUX OaThKiB 3'ABISE€THCA HAIIAIOK 3
narosoriero (puc. 1) .

[TosicHIOETBCST 116 TUM , IO T€H I[bOTO 3aXBOPIOBAaHHS Ma€ HEMOBHY

n

NEHETPAHTHICTh 1 B OJHOTO 3 POAUYIB HE MPOSBIAETHCA

Sa
|

IMIPOCKAaKyYBaHHA

IMOKOJIIHB".

O

X

O
@O

" "

Puc.1. PomoBinm 3 [IpockakyBaHHSI TIOKOJIIHHS
JIOMIHAHTHOMY THIIl yCTIaJKyBaHHS
3aBnanns 5. [Ipu myxe HU3BKINM €KCIPECUBHOCTI ( CTEpTE MPOSIB ) TE€HA ;

Ipu ayTOCOMHO -

BUHHUKAE BPAXKEHHS , 10 TBapuHa 3710poBo (Puc.2).

O O

el X°
.

/ /

Puc.2 . Bunagku 3aXBOpIOBaHHS 31 CTEPTOIO KITHIYHOIO KAPTUHOKO XBOPOOHU.



3aBaanng 6.

T
T

Puc.3 . Bunaaku 3axBOpIOBaHHS 3 BUPWKECHUMH KITHIYHUMHU (opMaMu

XBOPOOH.
3aBnanns /. JleranbHi JIOMIHAHTHI T€HW MOXYTb 3HOBY 3'ABISITHCS B
MOKOJIIHHIX TUTBKH B Pe3yJIbTaTi MyTallii . PogoBig npu nboMy He CTa€ THUMOBOIO 1

BETECPHHAPHUI JIIKap Ma€ CIpaBy 3 MyTaIli€lo , kA 3aHOBO BUHUKIA (Puc. 4 ) .

S
S
O

Puc.4 . Cnopaguynuii BUIQJ0K JOMIHAHTHOIO MYTallii.



3aBaanns 8. HapopkeHHs HaIIaaka 3 TaTOJIOTIEI0 MOXKE BIIOYTHUCS TUTBKHU Y

BUMAJKY , KOJIM 000€ 0AaTHKIB € HOCISIMH MaTOJIOTIYHOTO T'eHa.
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Puc.5. PosioBiz TBapuHU 3 ayTOCOMHO - PEIIECUBHOIO MATOJIOTIENO.

3apmanHst 9. 3axBOpPIOBaHICTP Ha CIAJKOBI XBOpPOOM ayTOCOMHO -

PELIECHBHUM THITY 3HaYHO 3pPOCTAE NP 3aCTOCYBAHHI IHOPUUHTY.

O

QO

o

] @

—

o

Puc.6. PonoBig TBapuHU 3 ayTOCOMHO - PEIIECCMBHOW MATOJIOTIEI0 e

3aCTOCOBYETHCS IHOPUIUHT .



3apanannss 10,  AyTocoMHO -  peHECHMBHUN  THI  CHAaJKyBaHHS

.
O @O'@
OB—omm
BOOND e

Puc.7. PonoBin 3 ankantonypis.
3aaanns 11. Bumagox , Koy BCi HAIIaIKM MalOTh aHOMAJIBHUNA (PEHOTHIT ,

(mceBmOOMIHAHTHUM THII)

3yCTPIYa€ThCs B MPAKTHUII PO3BEACHHS alb01HOCIB.

<O O—1

Puc.8. Ponosin TBapuH 3 anp0iHI3MY .



3aBnanns 12. X - 3uericHU# ToMiHaHTHUHN THIT criaakyBaHHs . (Puc.9 .)

O O
JTO@@- L
O

Puc.9. Ponogin 3 Bitamin "/[" - pe3uCTEHTHUM paxiTOM.

3apnanns 13. XBopob6amu X - 34YEIUIEHOTO JOMIHAHTHOTO THUIY CaMKH

XBOPIIOTh B 2 pa3u Ounblie, Hixk camii (Puc.10.).

O—8 O [

; m%%&%ﬁ&&&&

Puc.10. PonoBiza 3 kKopudHEBOIO 3a0apBICHHSIM eMati 3y0iB.

O

Sx 6aunmo, B 4- My mokomiHHI 3 12 cu6ciB 4 (4070Bi4I 0COOM) MArOTh
HOpMaJibHY (O111€) 3a0apBieHHs emall 3y0iB , a 8 - ( KIHOY1 00JIUYUs ) KOPUYHEBE.
['en KopuuHEBOIO 3a0apBIICHHS emMali 3y0iB 3HaXOAUTHCS B Xpomocomi X. Jlurie B
[[bOMY BUITQJIKy BIH HE MIT HE BUSIBUTUCS Y CHHIB , ajie 000B'SI3KOBO TIOBUHEH OYB

MOTPAINUTHU JIO IOUOK 1 IPOSIBUTHUCA.



3aBaanns 14. X - 3uerieHuni periecuBHui THI cnaakyBanHs ( Puc. 11.).

O]
AR SBiSow
HOBEOB ﬁ%%

Puc.11. PogoBin 3 remodini€ro .

3 HaBeJICHOI Ha PHUC. 7 POJIOBOJY BUJIHO , 11O XBOPIIOTh TIJILKKM CaMili. XBOP1
JITH HApOKYIOTHCS Y 3I0POBUX OATHKIB , OTKE , TeH reModuii periecuBHui . Bin
CIIPaBHO XBOPOT'O CaMIld 31 3JI0POBOI0 CAMKOIO HAIaJIKM HE3aJEeKHO BIJ CTaTi
BUSIBISIIOTHCS 3I0POBUMHU. Lle MOKIMBO B TOMY BHUNIAAKY , KOJW PEIECUBHUNA TeH
XBOPOOM 3HAXOJUTHCS B CcTaTeBiil XpoMocoMi X. ¥V camiiiB xpomocoma X TUIbKU
OJIHA 1 PEIECUBHUM I'€H HE MOXE OYTH MPUTHIYEHUM . Y caMOK JiBl XxpomocoMu X 1
oco0a ’KIHOYOI CTaTi yCHaaKye BiJ 0aTbKa II0 XpOMOCOMY X 3 aHOMaJIbHUM T'€HOM,
a IOMIHAaHTHUW HOPMaJbHUMN T'€H APYTUil XpoMocoMH X , OTpUMAaHOI BiJl MaTepi "
NPUAYIIATH "' aHOMAJIBHUM TEH .

3aXBOPIOBaHHS , 34EIJIEHI 3 X - XpOMOCOMOIO MOXYTh CIIOCTEpIraThCs Y
camok nipu cuapomi Tepuepa (45 , XO) , Tak sIK y HUX aKTHUBHA TUIbKK OfHA X -
xpomocoma (puc.12).

3aBaanns 15. Oco61MBOCTI 3aXBOPIOBaHHS Ha JAJTBTOHI3M , XapaKTEpHI1 s

X - 34eTUICHOT0 HACTIAYBaHHS , AKIIO Y MaTepi CIIOCTEPIraeThes CUHAPOM TepHepa

O-M& C
YT T

Puc.12. Ponosix ciM'T 3 JaJIbTOHI3M.

- [ITepemeBchbKOTO .




Sk 6aunmo , TpU POAMHHOMY CIIAPIOBAHHI 3 CAMKOIO T€TEPO3UTOTHOM HOCIEM
HApOAMIIKCS XBOP1 T10YKH 3 cuHIpoMoM TepHepa - lllepemnieBchkoro .
3apaannsa 16. OcoOauBOCTI TOJIAHAPUYHOIO YCHAAKyBaHHS aHOMAJii

(Puc.13)

Ter

Puc.13. PonoBin maroauHM mpu cHajKyBaHHI MaTojorii , 34eruieHoi 3 Y-
XPOMOCOMOIO - (TIAJIBIII , SIKI 3pOCITUCS , Ha HOTaX y JIIOJIUHU ) .

[Tatomorii , 3yMOBJIEHI T€HAMHU , PO3TAIlIOBAHUMHU B TOJAHAPUYHINA YaCTUHU
Y- XpoMOCOMHU , YCIAAKOBYIOTHCS BCIMa CHHAMH YPAKEHOT0 0aThKa , a HOTO T0YKU
3QJIUIIAIOTHCS 3IOPOBUMH , TOMY 110 BOHU HIKOJIM HE OTPUMYIOTh Y XPOMOCOMY
OaTbhKa.

KOHTPOJIBHI IIMTAHHSA

1. JlaTiu TOHATTS «aHOMAaJTis», CHAgKoBa XBOpoOa, «HE CIIaJKoBa XBOpoOay,
TeHOKOIIIS
Jlo sSIKMX HACIIJIKIB MPU3BOJUTH CIAaJIKOBA XBOpOOa
Ski MeToau BUKOPHUCTOBYIOTH ISl BUBUCHHS YCIIAKYBaHHS aHOMAJTIH
VY yomy nossirae KIiHIKO — FTeHEAIOTTYHUN METO/T
HaBenith cxeMu ycraaikyBaHHSI aHOMaIi ayTOCOMHO — JIOMIHAHTHOTO TUITY

ki 0coOIMBOCTI XapaKTepHi JJIsl aHOMAaJIId ayTOCOMHO — TOMIHAHTHOTO THITY

N o g bk DN

HageniTe cxemu ycnagkyBaHHS aHOMaJlii ayTOCOMHO — PEIIECHBHOTO THUITYy Ta
3YEIUICHUMH 31 CTATeBUMHU XPOMOCOMAaMU
8. ki 0coOIMBOCTI XapaKTepHi JIJIsl aHOMaJllii ayTOCOMHO — PELECUBHOIO TUITY

9. ki 0coOMUBOCTI XapaKTepHi JJIsl TUITY 34ETICHOTO 31 CTATEeBUMH XPOMOCOMaMU
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