I Ipumenenue 111IP B BEIsIBIEHNHA
KUBOTHBIX-HOCUTEJIEU BPEITHBIX
PELECCUBHBIX MyTallUU



[[eHHble 6one3Hu

[eHHble 6one3HM - 3To rpynna 3aboneBaHun,
06yCNoBAEHHbIX MyTaLUMAMN Ha

reHHOM YpOBHE.

Ob6uas YyacToTa reHHbIX 60n1e3Hen B NONyAALUSX
nogen — 2 - 4%b.

B HacTosiLee BpeMs onncaHo 6onee 5 Tbicay
TaKNX HACNeACTBEHHbIX HbonesHen.



PETMCTPUPYEMBIE B KATANOTAX NTEHETUYECKUME OEPEKTBI KPYTTHOIO POIATIO CKOTA.

CoxrpalleHHoOe AHrnuIcKas TpaHckpunuus | @eHoTHNYecKoe BbIpaskeHHe

0003HaUeHIIe

TV Tested free of Complex CpoooaeH ot aedexta Complex Vertebral Malformation
Vertebral Malformation (CVM).VpoacTBa, a00pThL

CcvV Complex Vertebral Hocurenas Complex Vertebral Malformation (CVM)
Malformation (CVM).

BD Bulldog Byabaorooopasue.

HL Hairless. OodabIceHIIe

MF Mule-Foot (Syndactelism). Cpocuinecsi My.J10oJ00HbIe KOMbITA.

PG Prolonged Gestation. VannHeHHas1 CTe/IbHOCTb.

DF Dvarfism. KapanukoBocTtsh.

IS Imperfect Skin. CRIaJYATOCTh KOKH.

BL Bovine Leukocyte Adhesion JlelikouTapHas aaAre3us, MOHILKeHHA s Pe3HCTEHTHOCTh K
Deficiency — BLAD. OaKRTepHAIbLHbIM HH(}peKIIHAM.

PT Pink Tooth (Porphiria) Po3oBble 3yObl.

DP Deficiency of Uridine Heduunt moHogochaTcHHTETA3BI. IMOPHOHAIBHAS F'HO€Ib.
Monophosphate Synthase
(DUMPS).

™ Recessive Tested for TecTupoBaHIe M0 NOTOMKaM Ha HocuTeJIbcTBO Mulefoot.
Mulefoot.

D Tested free of DUMS IIpoBepeHo u ceodvoaeH ot DUMPS.

TL Tested free of BLAD. IIpoBepeHo u cBo6oaeH ot BLAD.

RC carrier of Red Hair Color. Hocurean peneccBHOI KpacHOI MacTHL.
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BLAD (cuHapoM BpOKIeHHOr0 uMMYyHoAepuuura, ren I7TGB2)
CVM (KOMILIEKCHBIN MOPOK MO3BOHOYHHUKA, TeH SLC35A43)
DUMS (cMHAPOM HEAOCTATOYHOCTH IH3UM- CUCTEMbI YPUIUH-
MoHo(ocharasbl, ren UMPS)

BC (uuTpyaunemus, reH 4SS)

FXID (mnepuuut paxkropa XI, ren FXI)

BY (0paxucnuna, ren FANCI)

HCD (cuHapom HexocTaTrka xoJecrepuna, 2015)

ECR F18 (rena peuenropa E. coli F18)

Ianuorunsr HH1( ren APAF1, 5 xpomocoma), HH2 (ren He Haiaen, 1
xpomocoma), HH3 (ren SMC2, 8 xpomocoma), HH4 (ren GART, 1

xpomocoma), HHS (ren He HaiigeH, 9 xpomocoma)



BLAD - Bovine Leukocyte Adhesion Deficiensy

(Ae(pULIMT aAre3UMBHOCTH JICUKOILIMTOB).

3a00jIeBaHHUE Y KPYIHOTO POraToro CKOTa OBLIO BIEPBEIC
onrcaHo B 1983 roay mox Ha3BaHWEM ''TPaHYJIOLUTAPHBIN
CHHJIPOM"

[IpyunHa - ToOUeUHaAd MyTal¥sd B KOAUPYIOILIECU YaCTH
ayTocoMHOro reHa CD18. DTOT reH KOHTPOJIMPYET CHHTE3
[JIMKOIIPOTEHMAa B-MHTErprHa, WIPAIOMIETO KIHOYEBYIO
POJIb B MUTPALlMA HEMTPO(DUIIOB K 04ary BOCIIAJICHUSI.



ToueuHnast 3aMeHa aJCHUH-TYaHWH B 383 MOJI0XKCHHUU
rena CDI8 npuBOoIUT K aMHUHOKHUCIOTHOM 3aMEHE
IIOCJE€A0BAaTCIbHOCTA  COOTBETCTBYIOLIECH  OEIKOBOMU
MOJIEKYJIbl (aclmaparuHoBas KHCJIOTa - IJMIMH). JTa
MYTalMsa BEACT K MCUC3HOBECHUIO CAMTa PECTPUKIIUM IS
PECTPUKTA3BI Taql. DOEHOTUITNYECKU MYyTarus
IMPOSIBIISIETCS.  TOJIBKO Yy TOMO3HUIOTHBIX >KHBOTHBIX,
KOTOpBIE THOHYT B IIEPBBIC MECSIIBI PA3BUTHSL.

B Poccuto BLAD OpLI 3aBe3eH BMeCTE ¢ IIOTOMKaMU
AnBeHTro bemna.

[Io HAIIMM JAaHHBIM YacTOTa BCTPEUAEMOCTU MYTallUU
ceryac B IIEMEHHBIX X03saucTBax Poccuu 1-2%



3a00JICBaHUE  XapakTECpU3YETCSI  ITOHMXKCHHOM
PE3UCTCHTHOCTBIO K OaKTepHadbHBIX MH(MEKIUIM C
MOCICAYIOIUM PAa3BUTHEM S3BECHHOIO CTOMATHTA,
ITHCBMOHHH, OaKTepHaIbHbIX SHTECPUTOB,
COIIPOBOXJAIOIINXCI HEUTpOPUIME W PaHHHM
JETAILHBIM HUCXOJIOM.



npsmoii - AGGCAGTTGCGTTCAACGTGA
ooparHbll - CCGACTCGGTGATGCCATTGA

[TIIP npooauiu B oOimieM oobeme 25 MK, coaepxkaiieMm 1-2 en. Taq - moaumepassl
(Cunexkc M), o 0,25 mM kaxaoro dNTP, 67 mM tpuc -HCI pH 8.6, 2,5 mM MgCl2,
16,6 mM NH4O0H . no 0,5 mxm kaxnoro nparmmepa u 100-150 ur JJHK. IIporpamma
BKJIOUana B ce0d mnepBoHadyaidbHyro naeHarypauuio (95 C, 1 mun), 40 1UKIOB,
COCTOSIIUX U3 CIAEAYIOMMNX MOBTOPSIOMIMXCS APYT 3a APYroM 3TAIOB - JICHATypalus -
95 C, 1 muH, omxxur npaiimepoB - 62 C, 1 muH, cuaTe3 - 72 C, 1 MuH; (PpuHATLHBINI
cunres - 72 C, 5 muH. [Tonydyenusiii ammmudukar jis onpenaeneauss BLAD pezanu npu
nomonu 3-4 en. pectpukrassl Taql (Fermentas) npu temneparype 56 C B TeueHuu 2
yacoB. [lonydennyro u oopadorannyo pecrpukrasbl JJHK noasepramu anexkrpodopesy
2% arapo3HOM Treje, U aHAIM3UPOBAIIM HAa TPAaHCHIIFOMUHATOpE Ipu Y D-cBeTe.
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Pesynwrarsl [IL[P npu arrecTanyu ObIKOB Ha HOCUTEIBCTBO FEHETUYECKOTO
nedexra BLAD.
2, 3,4, 9-13 - nopma,
1, 5, 6, 7 - nocumenu mymayuu BLAD,
8 — eomozueommuwiit. Hocumenv mymayuu BLAD;
M — mapkep pUCI19 DNA/Mspl;
CNpasa NoKa3aHa ONUHA PeCMPUKYUOHHBIX PpasmeHmos.



XO03MCTBO ucciaenosano | Hocurenu Hocurean
roJioB BLAD, % CVM, %
3A0 II3 «PadbuTunb»
(BBICOKONIPOAYKTHBHbIE 50 0 0
KOPOBbI)
3A0 113 «JIecHoe» 80 2,50 10
(kopoBbI)
3A0 II3 «IleTpoBcKuin» 125 0 1,6
(kopoBbI)
3A0 II3 «I'paxkaanckmii» 125 1,6 0,8
(xopoBbI)
PadouTnnmbl 4 0 0
JICHMHCKMI NYTh 14 0 7,14
(peMOHTHBIE ObIYKH)
IleTpoBcKkMii (pEMOHTHDbIE 17 0 5,88
OBIYKH)
HUToro 415 0,96 3,13




CVM - Complex Vertebral Malformation (zapymenue
Pa3BUTHUS II0O3BOHOUYHOI'O CTOJIOA).

HacnencTtBennsiii nedekT (MyTanus) ObUT OOHAPYKEH Y
TOJIITUHCKOTO CKOoTa B /Jlanuu n onucaH B 2001r.

MyTtanusa nojiyuynsiaa pacopocTtpaHenue B Poccuum depes
BBIJAIONIUXCSI TOTOMKOB ANBeHTro bema.

IIpyunna - G/T myraums reHa SLC35A3 B mo3unuu
559.
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MyTtanuss B TOMO3MIOTHOM COCTOSSHUHM IIPUBOJUT K
HApYIICHUIO  Pa3BUTHA  IIO3BOHOYHOIO  CTOJ0A, YTO
BBIPAXKACTCA B IOSBJICHUHA a0OPTOB, MEPTBOPOXKICHHBIX
IJIONOB, YPOACTB, YKOPOUCHHOU IIEWHOW U TPYAHOU YaCTH
no3BoHOUYHOTO ctojb6a. CVM - nerampHas peleccuBHAS
MYyTalusl, paCIpOCTPAaHEHHAS Y TOJIIITHHCKOTO CKOTA.

JABnsgeTca  Cepbe3HOM  MPOOIEMOM  BOCIPOM3BOACTBA,
OCOOCHHO Y BBICOKOIIPOIYKTUBHBIX JKUBOTHBIX.

HaHoCHUT  CYyIIECTBEHHBIM HSKOHOMHYECKHMM  YpPOH, B

HCKOTOPbIX X035UCTBAX 4acToTa BCTPCHACMOCTHU JOCTUI'ACT
10%.



Entry: AY160683

LOCUS AY 160683 22404 bp DNA linear MAM 09-JAN-2006 DEFINITION Bos taurus solute carrier family 35 member 3 (slc35a3) gene, complete cds.
ACCESSION AY 160683 VERSION AY160683.1 GI:37725000 KEYWORDS . SOURCE Bos taurus (cattle) ORGANISM Bos taurus Eukaryota; Metazoa;
Chordata; Craniata; Vertebrata; Euteleostomi; Mammalia; Eutheria; Laurasiatheria; Cetartiodactyla; Ruminantia; Pecora; Bovidae; Bovinae; Bos.
REFERENCE 1 (bases 1 to 22404) AUTHORS Thomsen,B., Horn,P., Panitz,F., Bendixen,E., Petersen,A.H., Holm,L.E., Nielsen,V.H., Agerholm,J.S.,
Arnbjerg,J). and Bendixen,C. TITLE A missense mutation in the bovine SLC35A3 gene, encoding a UDP-N-acetylglucosamine transporter, causes complex
vertebral malformation JOURNAL Genome Res. 16 (1), 97-105 (2006) PUBMED 16344554 REFERENCE 2 (bases 1 to 22404) AUTHORS Thomsen,B.,
Horn,P., Panitz,F., Bendixen,E., Petersen,A.H., Holm,L.E., Nielsen,V.H., Agerholm,J.S. and Bendixen,C. TITLE Direct Submission JOURNAL Submitted
(09-OCT-2002) Animal Breeding and Genetics, Danish Institute of Agricultural Sciences, Blichers Alle 2, Tjele 8830, Denmark FEATURES
Location/Qualifiers source 1..22404 /organism="Bos taurus" /mol type="genomic DNA" /db xref="taxon:9913" /clone="slc35a3" gene <3384..>18276
/gene="slc35a3" mRNA join(<3384..3570,7472..7626,7700..7822,9799..9970, 10906..11024,12667..12800,18186..>18276) /gene="slc35a3"
/product="solute carrier family 35 member 3" CDS join(3384..3570,7472..7626,7700..7822,9799..9970, 10906..11024,12667..12800,18186..18276)
/gene="slc35a3" /note="SLC35A3; UDP-N-acetylglucosamine transporter" /codon_start=1 /product="solute carrier family 35 member 3"
/protein_id="AA022138.1" /db_xref="GI:37725001" /translation="MSANLKYLSLGILVFQTTSLVLTMRYSRTLKEEGPRYLSSTAVV
VAELLKIMACILLVYKDSKCSLRALNRILHDEILNKPMETLKLAIPSGIYTLQNNLLY
VALSNLDAATYQVTYQLKILTTALFSVSMLSKKLGVYQWLSLVILMTGVAFVQWPSDS
QELNSKELSAGSQFVGLMAVLTACFSSGFAGVYFEKILKETKQSVWIRNIQLGFFGSI
FGLMGVYVYDGELVSKNGFFQGYNRLTWIVVVLQALGGLVIAAVIKYADNILKGFATS

LSIILSTLISYFWLQDFVPTSVFFLGAILVITATFLY GYDPKPAGNPTKA"

ORIGIN 1 tgtttttcga taatccagcg gatgttggca atttgatctc tggttcctet gecttttcta 61 aaactagett gaacatctgg aagttcactg ttcacgtact getgaagect ggecatggaga 121 attttgagea
ttacattact agcctgtget getgetgetg ctaagteget tcagtcgtgt 181 ccaactetgt gecaaccecat agatggeage ccaccaggcet cceeegtece tgggattete 241 caggcaagaa cactggagtg
ggttgecatt tecttetcca atgcatgaaa gtaaaaagtg 301 aaagtgaagt cactcagtca tgtccgacte ttagecgaccee catggactge agectaccag 361 getectecat ccatgggatt ttccaggeaa
gagtactgga gtggggtgcc attgecttet 421 gegtactgge tgtgagatga gtgcagttgt gegtaatttg ageattcttt ggeattgett 481 ttctttagga ttggaatgaa aactgaccct ttccagtect
gtggeecctg cagagtttta 541 gttgtacaga ataaacaaaa gagtttctta accagatttg aaataatttt gtaacatttt 601 ccgggaaaat caaatgectt tgecaaatgt agattgetgg caacttatte tecttttata
661 cagagataaa aggccaccag gaagtctttt gaaattttac agtagcatgt aatgggatct 721 agagaacttg atacttgact tcataactgc tatttccaat tagtagttat aaggecttga 781 agaagtcatc
taacttctct gttcactgtt ttctttattg taagaggaat agattgtact 841 ggatgatttc taaaacattt tccacctcta aaatgcetaca gttttatttc acattaggat 901 tcttttgete acacagatct ataagtatga
gatagatggg tgataaagtg gttgtaccac 961 tttaattcce actagcaaaa ttgagagtte ttttcacttt aaaccctctt caacacttgg 1021 tagcatcagt ttttaagatt tcatctgtte tcgtaggtat ataatgttat
ctcattgtgg 1081 atttaatttg tatttctcta atgactgtga tattgaacat tttttcgtgg geatattage 1141 cattttatct tttgttggte aaatgtttat caaatctttt gtccattttc atttgggtaa 1201 tttttttcta
ctcattgtgt tataagagtt ctatatacat tctagataca aggccatggt 1261 cagatttttg tattgagaat attttcccec atgatgtggt ttgectttca ttatttttac 1321 agtatcttca gaagagcaga tttaaacttt
gacaatgtcc actttttcca tatttctctt 1381 ttgtggtttg tgcgttttgt aagaaatgtg gatatgattt tctcctatgt ttttaccctg 1441 aatatttata tttttagcett ttataacage tctatttcta gttaatattt
ggcacgagge 1501 agataaatag tggttcgttt aaaaaattac agatagctca ttgtttcaga attatttgtt 1561 aaaaagacta tgcetttcttt ttggtacctt tgtcaaaatt atttgaccaa atatgtatag 1621
gtcttgttct ggaattcatt ctgttccatt gatctattct tctgtcctta tgttaataac 1681 agtctatttc tagagcttta tagtgagtct ggaatttcag tagtttaacc ccttccagtt 1741 tatttttect tttcaaaatce
cttttggttg tccaggtect ttgtattttc ctataaattt 1801 tcaaatcagt ttgttagttt ctaccaaaaa aaaaaccctt cagggattct tttttttttt 1861 ttttttttga gattgaatct ttagatgaat ttgaagcaaa
gatgtggctt gggocagaga 1921 ggcagttgac tgaccatgea cactacatta agtccttcct tgaaggagga tettagtggg



s BesiBnennss CVM-MyTanuu MOKHO HCITOIB30BATh ABAa METOAA.

[. Meton ITIJIP® anamu3za 1P nponykroB. 3amena G (aukuii tun auienu) Ha T (CVM-
aJieNib) TPUBOJAUT MPU UCIIOIB30BAHUH ITPAHMEPOB

F 5’- CACAAT TTGTAGGTCTCACTGGA,

R5’- CGATGA AAAAGGAACCAA AAGGG

K UCYE3HOBEHUIO cauTa i pecTpukrasbl Pstl U nmosBineHuro caita s pECTPUKTA3BI
EcoT?22.

II. Jnga yckopeHMss aHanu3a Ha OOJIBIIIOM TOTOJIOBbE JKMBOTHBIX, HaMH ObLIU
UCII0JIb30BaHbBI AJIJIEb-ClIelIM(UUHbBIC TTPaiMepbl JIsl BBIABICHUS ToueuHON MyTaunu CVM:

F1 5’ - CACAATTTGTAGGTCTCACTGGAT

F2 5°- CACAATTTGTAGGTCTCACTGGAG

R 5’- CGATGAAAAAGGAACCAAAAGGG



DUMS — geduiut ypuauHMOHO(pOC(PaTCUHTETABHI.

3a0oneBanue BrepBble omnucano B 1983 1 Kak
MOHOTEHHBIN ayTOCOMHO-PEIIECCUBHBIN IPU3HAK.
IIposBiIsieTCA TOJIBLKO B TOMO3UTOTHOM COCTOSIHUM.

[IpyurHa - TOYeyHas MyTalMs B KOAUPYIOIIEH YacTH
3TOr0 TE€HAa YPUAHMHMOHO(OC)ATCMHTETa3bl, a TOYKa
MyTaluu o0o3HadeHa kak R405Stop. Ota MmyTanus BeIeT K
MCUYC3HOBECHUIO  OJHOTO  caura  PECTPUKIUM  JUIA
pecTpukTasbl Aval.

[IposiBasgeTca B BUAe rudenud sMOpHOHOB 1ociie 40 gHeu
SMOPHOHAJIBHOTO PA3BUTHSL.



npsaMort — GAACATTCTGAATTTGTGATTGGT
ooparnbiii - GCTTCTAACTGAACTCCTCGAGT

[IIIP mpoBoauim B oOiiemM oObeme 25 MK, coiaepxkamieMm 1-2 en. Taq - mojaumepasbl
(Cunexkc M), o 0,25 mM kaxjaoro dNTP, 67 mM tpuc -HCI pH 8,6, 2,5 mM MgCl2,
16,6 mM NH4O0H . no 0,5 mxm kaxporo mpaitmepa u 100-150 ar JIHK. IIporpamma
BKJIIOYasia B ce0sl mepBoHavaiabHyr0 AeHarypamuto (95 C, 1 muH), 40 HMKIOB, COCTOSIINX
13 CIICAYIOIMX MOBTOPSIIONIAXCS JIPYT 3a APYroM 3TaroB - AcHarypauus - 95 C, 1 muH,
oTur nparmepoB - 62 C, 1 muH, cunre3 - 72 C, 1 MuH; dbuHanbHbeIi cuHntes - 72 C, 5
MuH. [lonydyennbsid ammmndukar 1js onpenenenus BLAD pesanu npu nomomu 3-4 en.
pectpukTasbl Taql (Fermentas) npu temmneparype 56 C B TeueHuu 2 yacoB. [lonyueHHyI0
u o0pabotannyto pectpukrazoit JIHK nmoasepranu snexkrpodopesy 2% arapo3HoM rese, u
AHAJIU3UPOBAJIM HA TPAHCUIIFOMUHATOpE nipu Y D-CBETE.



Brrisnenne myrtauun DUMS
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[TLP-ipoxykr DUMS [TIP-ipoxykt DUMS mnocie
pacIICIUICHUS pecTpukTazon Aval



ECR F18

ECR F18 aBnsiercs renom penenrtopa E. coli F18, TtecHo
CLCIUICHHBIM C TE€HOM anbda-1-pyko3unrpaHcdepasbl
(FUT1). Hannuue toukoBori mytauuu resa FUT1 (A—G
B mno3uuuud 307) gemaeT BO3MOKHBIM — IPOBEACHHUE

KOCBEHHOW AuAarHocTuku nosmMmoppusma rena ECR F18 /
FUTI

CYuTaOT, YTO BBISIBICHHBIM MOIUMOP(MHU3M  MOXKET
CIIYKUTb IIPUYUHOMN YCTOMYMBOCTHU 158101
YyBCTBUTECIBHOCTH CBUHEH K KOIHOAKTEPHO3Y.



CoxpaHHOCTB MTOPOCAT B 3aBUCUMOCTH OT HAJINYHS B
redorune matepeit ayienst G rera ECR F18/FUTI.

CGCCACCTCTGTCTGACCTT
AGGAGCGTGCCTGTCTACCTC

Mopoxa Bcero Paznuna mexnay
TOJIOB AA AG+GG| rpynmnamu (%)
KpynHas Oenas 64 85,2 79,6 +5,6
benopycckas yepHo-1iecTpas 19 100 82,5 +17,5
benopycckas MsicHas 17 100 96,1 +3,9
Jlanpac 18 88,9 80,9 +8,0
Jlanapac 93 85,0 81,8 +3,2
J[ropok 25 76,8 81,7 -4.9
DcTOoHCKass OEKOHHAas 41 75,0 87,3 -12,3




B nameit padore ans Real-Time PCR SNPs nuarnoctuku Toueunoit mytanuua CVM Mbl
ycnonp3oBanu — mpauMepsl  is - Pean-Taim  TILP, wumeromue  cieayromyro
IIOCJIEIOBATEIbHOCTD:

F-5'- AGCTGGCACAATTTGTAGGT -3'

R -5'-CTCAAAGTAAACCCCAGCAAAGC-3'
Y MEYEHBIE:

F - VIC - 5'- TCATGGCAGTTCTCA - 3

R — FAM - 5'-TCATGGCATTTCTCA-3".

s Real-Time PCR SNPs auarnoctuku ToueuHou mytaruu BLAD ucnonas3oBanu npaitMepsl s
Pean-Taiim I1LP, umeroniye caeayronyro mociaeaoBareIbHOCTb:

F-5'-CAGTTGCGTTCAATGTGACCTT -3'

R-5'-GAGTAGGAGAGGTCCATCAGGTA-3'

Y MEYCHBIE:

F — VIC - 5'-CCCCATCGACCTGTAC —3'u R — FAM - 5'- CCCATCGGCCTGTAC-3". IIpaiimepsl
IUIsl TEHOTUIUpoBaHUS W MedeHble 30HAB VIC, FAM mnpaiimepsl ObUIM CHUHTE3UPOBAHBI —
xomnanuen Applied Biosystems (CIIIA). B mnepByro ouepeabr HOPMAIU30BaIM KOHIICHTPAIUIO
oopaszioB JIHK mytem pazbaenenuss TE Oydepom no koHeuHoit koHieHTparuu 20-40 HI/MKII.
Komnonentst Real-Time PCR: 1. TagMan Genotyping Master Mix (40 x wnabop mis
reHoTunupoBanus) — 12,5 Mk 2. IIpsimbie u oOparnbie npaiimeps! - 0,625 mxa 3. JIHK — 1,0 Mk 4.
H20 - 6unuctrimupoBanaas — 10,8 M.



WwiOonOcCnHrbiIC 5al0JicGanurl y
HOBOPOXOEHHbLIX

* MnotoHmn4deckas gucrtpodpus

» [loMMHaHTHas BpoXXaeHHas
TYFOYXOCTb

* MykoBucungos
* CNnHanbHaga aMmmoTpodus

* PeueccrnBHaga BpoXaeHHas
TYrOYXOCTb




MyKoBUCLMA03
3aboneBaHne, Npmn KOTOPOM MOpaXkaroTcs
3K30KPUHHbIE XeNe3bl.

[lpnynHa — myTauma B reHe CFTR

HacneayeTca no ayTOCOMHO-
peLeccMBHoMy  TuUnNy.

~ 300poBbIe nerkue MyKOBMCLIMA03



Examples:

Recessive gene mutations:

Sickle cell anemia —red blood cells
are sickle shaped instead of round
and cannot carry enough oxygen to
the body tissues — heterozygous
condition protects people from
malaria

Sickle Cell hemoglobin

Normal hemoglobin forms long, inflexible chains

Nermal red blood cells
are compact and
flexible, enabling them
to squeeze through
small capillaries

Sickled red blcod cells
are stiff and angular,
causing them to
become stuck in small
capillaries




Phenylketonuria (PKU) —an amino acid common
in milk cannot be broken down and as it builds up
it causes mental retardation — newborns are
tested for this

Dominant gene mutations:

Huntington’s disease — gradual deterioration of
brain tissue, shows up in middle age and is
fatal

Dwarfism — variety of skeletal abnormalities




3aKJII0UeHHUEe

IHIP saBaserca >(PPeKTUBHLIM HHCTPYMEHTOM PaHHEro
BbISIBJICHUSI HH(PEKIHUU Y )KUBOTHBIX.

CBoeBpeMeHHOE BbISIBJICHUE HOCHUTEJIeH BPEIHBIX
penecCuBHBIX MYyTaluu [MO3BOJISACT UCKJIIOYUTH
"KUBOTHBIX-HOCUTEJIEH ITUX MyTAallMH M3 IJIEMEHHO! padoThl.

Jlocturaercss  CyumecCTBEHHBIN IKOHOMHUYECKHUN IPPeKT
32 CYeT NOBBIIIECHUA BOCHPOM3BOAUTEIBHBLIX Ka4YeCTB
"KUBOTHBIX



