HacneacrtBeHHblIe 3aboneBaHus

AnbOnHN3M. AJKanToHypus. Taneccemus.




UTo 3TO Takoe’

® Hacneocmeennwie 3a001€6aHU —
3200JIEBaHUS, BOSHUKHOBEHUE U
PA3BUTHE KOTOPHIX CBSA3AHO C
nedeKTaMu B IpOrpaMMHOM allrapare
KJIETOK, IIEPEAaBACMBbIMU 110
HACJICJACTBY Y€pPE3 raMETHL




| [puunHBL.

® B 0CHOBE HacClEICTBCHHBIX 3a00JICBaHUI
JIeKaT HapylLIeHHs (MyTaluu)
HACJIeACTBEHHOW MH(OPMALIMHA —
XPOMOCOMHbBLE, 2EHHbIE U
MUMOXOHOPUAIbHDLE.




AnboOunuzm — BpOKIEHHOE OTCYTCTBHUE
IMATMEHTA KOKM, PAXYKHOU U
NUTMEHTHOMW 000JI1049€K IJ1a3a.

IHoaHbIN
AJIbOMHHU3M

YacTHYHBINA
AJIbOMHHU3M




AdpuKaHcKkme geTu - anboNHOCHI




Ipuuuna anvouHUIMA - OTCYTCTBHUE
(wm Grokana) pepMeHTa
THUPO3MHA3bl, HECOOXOAUMOM J1JIs1

HOPMAaJIbHOTO CMHTE3a MEJIaHMHA —
0c000r0 BEIIECTBA, OT KOTOPOIO
3aBUCHUT OKpPAacCKa TKAHEH.







I ma30-KOXXHBIN
aJILOMHU3M 1

I 1230-KOKHBIH
AJIbOMHU3M 2

I ma30-KoXHBIN
aLomam3M 1 A

I 1230-KOKHBIN
aJIbOMHU3M 3

I 1230-KOKHBIN
agpouausm 1 B

I'mazuon
AJILOMHU3M




JleBouka-aapbOMHOCKA
(I'oraypac)




['mazo-koxxHbI anpounnsm 1 [[KA]

® I'KA — 3T0 paccTpOrCTBO, KOTOPOE MOSIBIISIETCS B
pe3ynbTare MyTallui B TEHE TUPO3UHA3bI, KOTOPbIHN
HaxoauTcs Ha 11 xpomocome.

Oemnpie BOJIOCHI, MOJIOUYHO-
Oeast Koka U ToTyObIe

pPaly KU MPU POKICHUU.







['mazo-koxkab anpomansM 1A [TKA 1A]

® ['KA 1A - camas Tspxenas ¢popma ria3o-KoKHOTO
aIbOMHM3MA, MOSBIISIONIASACS B PE3yJIbTaTe TAKUX MyTallUi,
KaK nonsense, olrOKa paMKy CYUMTBIBaAHUS, U missense
reHa TUPO3UHAa3bl Ha XpoMocome 11.

® I13-3a OTCYTCTBHS IUTMEHTAIIMM KOXKa TaAKUX aTbOMHOCOB
HE ciocoOHa 3aroparh. Tak:ke IOBBIIIEH PUCK ITOSBICHUS
COJTHEYHBIX 0>KOTOB Y PaKa KOXKH.

OeJIbIe BOJIOCKHI M KOXKa, U

rojy0asi moJiyrmpo3padHas
pamyxKa.







I'na3o-koxublii aasounuszm 1 B [TKA 1B]

® [ KA 1B - npoaykT MmyTanuu reHa TApO3UHA3bl, KOTOPBIN
IMPUBOAUT K CHUKEHUIO aKTHBHOCTH (pepMEHTA
TUPO3UHA3BL.

® [IurmeHT 1Ipu POKIACHUN COBEPIIEHHO OTCYTCTBYET,
OJTHAKO, ITOCKOJIBKY HEKOTOpAsk TUPAa3WHAa3Hasd AKTUBHOCTD
BCE K€ MPUCYTCTBYET, Y HEKOTOPBIX JIFOJCH TUTMEHTAIIHS
BOJIOC, KOKM U TJIa3 C BO3PACTOM MOKET YBEIINYUTHCS, a
KOKa MOKET Ha4aTh 3aroparb Ha COJIHIIE.

55 myTanuii reHa
THPO3UHA3HI,

BbI3BIBaroIme ' KA




AncbuHnam y yenoseka
(choTorpachum oTua, MaTepu v 4o4EpyU C NONHBIM anbbUHU3IMOM)
(no JlesoHTuH P., 1993)




I'ne T Tena Bbicokas —

(epMEHT HEeaKTUBEH
(rosoBa, MOIMBIIIEUHAS

0011aCTb)

( D
Temnsio03aBUCMBIU
aJIbOUHHU3M
SF r

OH BBI3BIBAETCS MyTaIIMEN T€HA TUPO3UHA3BI,
YTO NPUBOJHUT K MOSIBIICHUIO TEMIIEPATYPO-
YyBCTBUTEIBHOTO ()epMEHTA TUPO3UHA3HI.







Inazo-koxublii ansounnim 2 [TKA 2]

® Tuposun-no3utuBHbIA ['KA - 3T0 3a001€BaHNE TaKKe
ayTOCOMHO- PEIIECCUBHOE, HO JIOKAJINU3YETCs Ha IPYTron
xpoMmocoMme, B otiimune ot ' KA 1.

® [Ipu I'KA 2 nopaxaercs reH, Koaupyromum P-nporeus,
a CUHTE3 TUPO3MHA3bI OCTAETCS HOPMAJILHBIM.

Koska 6enast u He 3aropaet. L[Bet pamgyxku cepo-roayooi, a
CTEIEHb MPOMYCKAHUS CBETA 3aBUCUT OT HACKIIIICHHOCTH

nurmexnTa. C BO3PACTOM IMTUI'MCHTANUsA BO3PACTACT U B
MECTaX, OTKPLITBIX COJITHIIY, IMOABJIAIOTCA IMMT'MCHTHBIC IISITHA
N BCCHYIIKH. Bomnocsl Toxe MOTI'yT TCMHCTBb C BO3PACTOM







® Kpacusiii (peokuii) I'KA BbI3bIBa€TCS MyTalUeH
YeJIOBEUECKOT0 T€Ha, OTBETCTBEHHOTO 3a TRP-1.
(perynupyroniuii IpoTeUH B IIPOLIECCE IPOU3BOJICTBA

YEpPHOIr0 MeJIaHWHA)







Ina3Hoii anbounusm [TA 1]

o 3aTrparuBacT TOJBKO IJIa3a.

o HopmanbHas koxa, KOTopas, OJHAKO, MOKET OBITh
HECKOJIBKO OJICAHEE, YeM Y OJIMKANIINX
POACTBEHHUKOB.

o IloHm>keHHast OCTpOTa 3PEHMS, OIIMOKH pedpaKInH,
TUIIONUIMeHTaIus GyHayca, OTCYTCTBYOIIMN
(hoBeaIbHBIN pedreKc, KOCOorna3ue, MpPo3payHOCTh
PaIy>KKHU.

My:K4urHBI 00JIEIOT
JKeHmuner -

HOCHUTCIIN




- WA NPO mo
PRONLONET







DopMEI JICUCHUS

JIeuenue Oe3ycCIenIHO.

BocnoaHuTh HeTOCTAaTOK MEJIaHMHA UJIH
IpeaynpeanuTh pacCTPOMCTBA 3PSHUS, CBSI3aHHBIE C
aJIbOMHU3MOM, HEBO3MOKHO.

1® CreayeT peKOMEHI0BaTh OOJbHOMY HM30€eraTh
COJHEYHBIX OOJIyYCHHUM U IMIPUMEHSTH CBETO3AIIMTHEIC
CpElICTBA IIPHU BBIXOJIC HA YIMIY: (DUIILTPHI,
COJIHII€3AIMTHBIC OYKHU M1 3aT€MHEHHBIC JTUH3HL.




OnckpummnHauma anboMHOCOB

® B HekoTOphIX CTpaHax, aIbOMHOCHI HEPEJIKO CTAHOBSITCS
00BbEKTaMHU HAaCMENICK, IPECICA0OBAHUMN U JUCKPUMHHAIIMH.
B Tanzanuu, B nocienaue roabl, 0osiee 20 aiTbOMHOCOB
CTaJIN )KEPTBAMH BEPOBAHUN U CYEBEPUH, COTTIACHO
KOTOPBIM KOKa, MSICO M KOCTH aJIbOMHOCOB MOTYT OBITh
YCIEITHO UCTIOIb30BAHBI JJISI JIEYCHUST BCEBO3MOKHBIX
3a001€BaHUI. ITHU CIIyXH HHOIJIa HAMEPEHHO
PACIIPOCTPAHAIOTCS MECTHBIMH 3HaxapsiMu. B pe3yibrare
3THUX CYE€BEPHUI )KM3Hb MHOTUX TaH3aHUMNIIEB-aIb0MHOCOB
OoABEPraeTcs eXXKeAHEBHOM ormacHOCTH. CIyXH O 1eJIeOHBIX
CBOMCTBaX aJlbOMHOCOB HAYaJIM MOCTEIIEHHO
PACHpPOCTPAHATHCA M B coceaHer Kenunu.




AJIKAIITOHYPHUS




B Gonee mo3nHeM Bo3pacTe, B COSAUHUTEIbHOM
TKaHU W XPSAIIaX OTKJIAJAbIBA€TCS CMHEBATO-
YEPHBINA MUTMEHT U pa3BUBACTCS aTPHT.

HakamnuBaroniasicsi TOMOI€HTU3UHOBAsT KHMCJIOTa
BBIJCIISIETCS C MOYOH, MPHUIaBasi € YEPHbIN UIIN
KOPHUYHEBBIN 1IBET.

PagukanbHOrO NIEUeHUs HET, AJKanTOHypHeil Jame
UCIIOJIB3YETCS CUMITTOMATUYECKAsI GOJICIOT MY KUHHBL.

Tepanus U OOIBIINE 1035
aCKOpOMHOBOM




TajgacceMun

IPEJICTABIISIOT COOOM T€TePOTreHHYIO TPYIIITY
reMOTJIO0OMHOIIATHH, B OCHOBE KOTOPBIX JIC)KUT
CHIDKEHHE CUHTE3a MOJUNEIITUAHBIX IeTel, BXOAAIINX
B CTPYKTYpPY HOPMaJIbHOT'O reMOorIoOnHa A.

3HauMTeNbHAS YacTOTa TETEPO3UTOTHHIX BAPUAHTOB
3a00J1€BaHusI HAOJIIOIACTCA ITIAaBHBIM 00pa30M Ha TOOEPEKBE

Cpenuzemuoro mopsi, B FOxnoit EBpone, CeBepHoit Adpuke,
Ox#nou u FOro-Bocrounon A3znm.




I'erepo3urornas

I omo3uroTHas

dbopMma

dbopma

R
/

bonpmras MunuManpHas
[IpomexyTouHas Maias




® KIMHHAYECKHE NPOABICHUA A-TAIACCEMUU KOPPEIUPYIOT CO
CTENEHBIO HAPYIIEHUS] CUHTE3a a-INIOOMHOBOM 1IEMH, OHAKO
OHU OOBIYHO BBIPAXKEHHI ciabee, yeM npu P-tanaccemun.

1. Hanuuue yeTpipex a-TIOOMHOBBIX T'€HOB
CIIOCOOCTBYET 00pa30BaHUIO
aZIEKBATHOTO KOJIMYECTBA a-1IEMEU 10 TEX
op, IOKa HE yTPauyMBarOTCA 3 WK 4 rexa.
2. 3HaYUTEILHBIN aucOalaHC
reMOTJIOOMHOBBIX 1ETIeH BO3HUKAET

TOJBKO B TOM CJIy4ae, €CJIU IOPAKAOTCS 2. Arperarbl P-uienieii (P4-tetpamepsr
TPH U3 YETHIPEX TEHOB. 00pa3yrTCs MPU HEJIOCTATOYHOCTH a-

1ereit) 6oyiee pacCTBOPUMEL, YeM a4-
TETPaMEPhl, U IOATOMY JIaXke Y OOJIBHBIX C
CYIIECTBEHHO HApPYIIIEHHBIM CUHTE30M a-
r7100MHA MPU a-TalaCCEMUU TEMOJIN3
ropaszo ciadee, a SpUTPoNnon3 dojee
a¢ddexTuBeH, yeM npu P-tamaccemun.

P







