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15 XpOMOGQMbi

Hsoiinas cnupans  Hykneocomsl 06pasyloT  OuGPUANbI XPOMATHHA

«HUTb Byc»

CTeneHb oxatns 50 1

10:1

Ficioa HyKneocombl

H2A, H2B, H3 n H4 fuctoH H1

Mevnu dmbpunn xpomaruua YnnoTHEHHbIA noTHO ynakoBaHHble
reTepoxpoMaTuH XPOMOCOMbI
250:1 5000: 1

[lomeHsl #

I

00v 0] [

(OEMOMMMIINE)

YyacTku

Ckacbchon,
(bepona CBA3bIBAHNA cO ckachdhonaom

LleHTpomepa

CECTPUHCKME XPOMATHAb!
Tenomepa

Puc. 153m;muummnenmanmmmmnm .

Y4actok, 6orarblit AT G-nonoca

YyacTok, 6oratblit GC R-nonoca

YyacTok, Goratblit AT G-nonoca

ME NONOXEHUA

CI0BO «XpOMOCOMa» O3HAYaeT «OKPALIEHHOE TEI0»
anBaercst 0osee 3(dHEKTUBHO, YeM OCTaJbHBIE KOM-
kinerku). Kaxmasi xpoMocomMa COCTOUT U3 OYEHb
oit monekysisl JJHK, cBsasannoit ¢ PHK u 6einkamu,
- 00pasytonuMu xpomatid. Bo Bpemst nunTepdassl Kie-
Oro IIMKJIA (KOTIa KJIETKA He IEJTUTCS ) XPOMOCOMBI pac-
JIEHEI 10 BCEMY SIIPY, B TO BPEMsI KaK BO BPEMsI MUTO32
A OHU CTAHOBATCH KOMIIAKTHBIMH (cM. T1. 16, 17).
iK «yrmakoBaHa» B XpOMOCOMax, BEPOSITHO, TOTOMY, UTO
YOJIErIaeT pasfeseHue MoJHOTO Habopa TeHOB MEXTy
KJIETKAMM Ha CTaluu MUTO3a, a Takxke e€ yra-

0COOHOCTb XPOMOCOM K OKPAIITMBAHUIO UCTIONB3YIOT
ArHOCTUYECKHUX LIEJISIX IUIST BU3YaJIbHOTO UCCIIEIOBAHNUS
DMOCOM, MX MACHTH(DUKALME W BbISIBICHUS XPOMOCOM-
% marojoruii. Paznuuaior craGoOKpalleHHBIE YacTH

(ayxpomaTH) 1 00s1acTH ¢ Gosiee BBIPAXKEHHOH OKPAaCcKOii
(rerepoxpoMaTuH). ACIIEKTBl JIMArHOCTUKU IOIpoOHEE
ornucansl B 1. 35—40.

lenernueckast mHbopmanys (reHOM) 3akKiIoyeHa B
mostekyne JIHK u xomupoBaHa Ompenen€HHON MOCIeno-
BATEJILHOCTHIO A30TUCTBIX OCHOBaHUU (cM. ria. 19-24).
OcHOBHast 9aCTh 3TON MH(POPMALIUY HAXOAUTCSI B COCTABE
XPOMOCOM B SIIpe KJIETKHU, OZHAKO HEOOJIBIIOE KOJTUYECTBO
JHK B Bume CBOOOIHBIX LENOYEK JTOKATU30BAHO B MHU-
TOXOHAPUSX. SIpa MPUCYTCTBYIOT MPAaKTUYECKU BO BCEX
KJIETKAX OpraHU3Ma 4eJIOBeKa, 32 MCKIIOYEHUEM BPUTPO-
IIMTOB M KJIETOK XpyCTalINKa.

OOGBUHO B KaXIOM SIPE COMAEPXKUTCS ABYXMETPOBast
nernb JHK, pasmenénHass Mexmy 23 mapamu XpoMOCOM
(nipuMepHO 110 4 cM Ha xpoMocoMmy). OnHaKo Hermocpen-
CTBEHHO Iepel JeJeHHEeM OHa VIIOTHSAETCS 0 5 MKM
(0,005 MM) ITOCPENCTBOM CJIOXKHBIX IIPOLIECCOB CITUPAIH3a-
LIUX ¥ YIUTOTHEHUSI.
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CTPYKTYPA XPOMATUHA

B xaxmnoit xpomocome tienb JJTHK nBaxabr ooOmMoraHa
BOKPYT OKTAMEPHOTO KOMILUIEKCa, COCTOSIILETO U3 § OETIKOB
(rMCTOHOB), (DOPMUPYIOIIMX HYK/JIE0COMbI, [IPU 3TOM 00Opa-
30BaHHAas CTPYKTypa HallOMUHAET «0ychl HA HUTH». ba3oBast
9acTHUIA HYKJIEOCOMbI COCTOUT M3 2 MOJIEKYJ KaXIoro u3 4
ructonoB — H2A, H2B, H3 u H4. I'ucToHbI 3apsiKeHBI T10-
JIOXKUTEJIBHO, TTO3TOMY MOTYT 00pa30BbIBAT MOHHBIE CBSI3U
C OTPULIATENLHO 3apspKeHHBIMU (ochaTHBIMU TPYIIIIaMu
JHK. ITocnemoBaTebHOCTh aMUHOKHUCIOT B TMCTOHAX Y
BCeX BUJIOB coBmanaer mpaktuuecku Ha 100%, ykaswiBas
Ha OTPOMHYIO 3HaYMMOCTb JIAHHBIX 3JIEMEHTOB B ITOAEP-
>KaHWW CTPYKTYPHI ¥ GyHKIMI xpomaTuHa. Kaxnast Hykie-
ocoma BMetaer nopsinka 200 map OCHOBaHMIT MOJIEKYJIBI
JHK u ykopauusaer wmmHy uenu [JJHK B 10 pas.

3atem momoOHast 6ycaM HUTh CITUPATM3YETCS B COJIEHO-
M — CITUPAJb, COCTOSILIYIO M3 5—6 HyKJIEOCOM Ha BHUTOK.
[Tpu 3TOM €€ CTpyKTypa MOAIepKUBAETCSI OAHON MOJIEKY-
noii rucrona H1 Ha xaxnyio Hykieocomy. KoadduimeHr
YIIAKOBKH TIPU 00pa30BaHUU COJIEHOMIA TPUMEPHO PaBEH
5, 4TO, B CBOIO OYepelb, JaéT oOmuii KoahGUIIMeHT ya-
koBKHM 50. CylecTByeT IMPeArnonoXeHrue, YTo B TAKOM CO-
CTOSTHWM 3YXPOMATHH HAaXOAMTCS BO BpeMsi UHTepdasbl B
MECTax, TJIe TeHBI He 9KCITPECCUPYIOTCSI.

Bo Bpemsi MuTO3a 1 Meit03a XpOMOCOMBI €1lI€ OoJibliie
VIUIOTHSIIOTCS, TIPY 9TOM KO3(DDUIIMEHT yIaKOBKU 110 OT-
HOIIIEHMIO K TPEIbIIyIUM ypoBHIM cocTapisieT 100, a 06-
it koadduumeHt moxer nocturatb 5000. Cyutaior, 4yTO
(GubprUIbI XpoMaTHHA CKIIANBIBAIOTCS B BBITSAHYTBIC I1€T-
JIM, B OCHOBAHUH KOTOPBIX pacronioxeH ckagdonn (ocToB)
13 HETHCTOHOBBIX XPOMOCOMHBIX G€JIKOB, KOTOPBIE ITPUKPE-
TUTSIIOTCSI K OTIPEIeNIEHHBIM TTOC/IEI0BATEIbHOCTSIM OCHOBA-
HMI, paccpenoToYeHHBIM BIoJb MoJekyisl JJTHK. Cxartue
3TUX HETMCTOHOBBIX XPOMOCOMHBIX O€JTKOB, TIPEATIONOXNU -
TEJIHO, 06YCIOBIMBAET KOMITAKTU3ALIMIO XPOMOCOM.

OmuH 13 KJII04YeBbIX 0eJIKoB ckaddonna — Tononsome-
pasa II, dbepMeHT, KOTOPBIN pacHIEIUISsIeT IBOMHbBIE LIETTH
JHK, nepeHocUT mX yepe3 pa3pblB U BHOBb COCIUHSIET,
yTo HeoOxoammo st penakcauuu cynepcnupanein JHK
BO BpeMsI peTUIMKAIIMK WX TPaHCKpUITIKUK (cM. 171, 20, 22).
Tonouzomepasa 11 npukperuisieTcst K y4acTKam CBA3bIBAHUS
co ckaddoagom, xoropsie Gorathl A- n T-OCHOBaHUSIMU
(1.e. 6osiee 65% ocHoBaHuit cocrapisiior A u T, cMm. 1. 19).
CuyuraloT, 4To KaXasi MeT/Isl BLICTYIAET B POJIM HE3aBUCHU -
MOro (hyHKIIMOHAJILHOIO JAOMEHAa BO BpPEMSI PEIUIMKalUU
unm tpaHckpurnimu JTHK.

Ha crnenyiomeM stane mnemm ¢GubpWwLUT XpoMaTuHa
CITMPATU3YIOTCS, B PE3YJIbTaTe Yero BO3HUKAET MOJIHOCTHIO
VIUIOTHEHHBIN TETepOXPOMATHH, BXOISIIIUNA B COCTAB XPO-
MOCOMBI BO BpeMsI JEJIEHUST KIIETOK.

ANODEPEHLWANBHOE OKPAIUNBAHWUE
XPOMOCOM

HekoTophle y4acTKM KOMIAKTU3MPOBAHHBIX XPOMO-
COM XOpOILIO OKpalIMBalOTCs KpacuteneM I'mmsa m 06-
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pasyioT G-mosocwl. [Ipy 3TOM OTUETIMBO BUIHBI CHIIE
VIUIOTHEHHBIE MAQJIEHbKHE TETJIM, TaK KaK y4acTKU CE
3bIBaHUSI O CKadHOIIOM TECHO MPUIIETatoT APYT K APYE
Wx pernnmkaiivsi IpOUCXOAUT BO BpeMsi S-rieproza (ex
1. 16), oHM He aKTMBHBI BO BpeMs TpaHCKpUILKU. I1o
JIOCBHI, KOTOPBIE TUIOXO OKpaluBaoTcs: pactBopom I
uii R-mosocel, cocTosiT U3 Gosee CBOOOAHBIX METENb, O
rateix G- 1 C-OCHOBaHMSIMHM, OHM OTJIMYAIOTCSI BHICOKO
aKTUBHOCTBIO BO BpeMsi TPAaHCKPUITIIMK. B ocHOBe niie
(uKalmM1 XxpOMOCOM JIEXAaT Pa3IUuIusi B PUCYHKE TEM
CBETJIBIX oJIoc (cMm. L. 35).

LEHTPOMEPA

BupuMble Ha paHHUX CTaaMsIX MHUTO3a XPOMOCO
COCTOSIT M3 JIBYX MIEHTHUHBIX CTPYKTYp, Ha3bIBAEMbIX €
CTPUHCKMMH XPOMATHIAMH, KOTOPBIE COCIMHSIOTCS B OF
JIACTH TepBHYHOI mepeTsuKKH. OHa IIPENCTABISET COBO
HeAyIUMUMpoBaHHbli yyactok JIHK, win nenrpomeps
KOTOpasi AYTUTMIIMpPYeTCsT B Havase aHada3sl MUTO3a (Ch
. 16).

Kuneroxop — opraHesuia, KOTopasi JOKaJIu30BaHa
KaXIO# CTOPOHE KaXIOW LIEHTPOMEPHI B TIEPHOJ, PAHHE
rmpodassl MUTO3a U 00JIETYAET MTOJUMEPU3AIINIO TUMEPS
TyOyamHA, HEOOXOIUMYIO ISl 0Opa30BaHMSI MUKPOTPYOOHE
MHTOTHYECKOTO BepeTeHa (BepeTeHa JeJieHHs ).

TEJIOMEPbI

Tesiomepoii Ha3bIBAIOT CHELIMAIM3NPOBAHHBIN yJacTos
KOHIIa XpoMOCOMBbI. K Heil TpUKPEIUIsIIOTCSl TeJIOMEPCHE
nuduyeckue 6enKu, 00pa3yronue «IarnoyKy» IS 3a;
KOHIIa XpOMOCOMBEI (cM. TJ1. 20).

Tenomepsl NPEANONOXUTEIHBHO WMEIOT HECKO
KO (DYHKIMI: MPENsATCTBYIOT HENPAaBUIbHOMY CIIMSTHHE
KOHIIOB XpOMOCOM, 00€CIIeUrBaIOT MOJTHOTY PEITAKALLE
KOHIIOB XpOMOCOM, Y4acTBYIOT B 00pa30oBaHUU Tap Xpa
MOCOM BO BpeMsi Meifo3a (cM. 1. 18) M momoraioT B
CTaHABJIMBAaTh BHYTPEHHIOI CTPYKTYpY siApa Ha CTal
uHTEpGAa3bl TyTEM CBA3BLIBAHUS XPOMOCOM C SIICPHON
MeMOpaHOW.

JYXPOMATWH U TETEPOXPOMATUH

DyXpOMaTUH HAaXOOUTCS B YIUIOTHEHHOM COCTOSIHE
BO BpeMs JIEJIEHUST KJIETOK U PaCIaKOBBIBAETCS HA CTAd¥
uHtepdassl. OH 0OycIOBIUBaET OJeJHOE OKPALIMBAHK
R-110710¢ B KOMITaKTU3UPOBAHHBIX XPOMOCOMAaX U COAEPH:
SKUT OOJIBLLIMHCTBO CTPYKTYPHBIX TEHOB.

lerepoxpoMaTUH OYE€Hb CUJIBHO YIUIOTHEH BO BpE
NIeJIEHUs] KJIETKU M OCTAETCSI KOMITAKTHBIM Jake Ha CTalk
uHTepdassl. OH TOKANTM30BaH B OCHOBHOM Ha nepudep
sSIIIpa ¥ OKOJIO SIAPBILIKA M HE AKTUBEH BO BPEMSI TPAHCKPHIE-
. KoHCTHTYIMOHAIBHDIH IeTepOXPOMATHH OIMHAKOB E
BCEX KJIETKaX OpraHu3Ma, B TO BpeMsI KaK (hakyabTa
reTepoXpoMaTHH pas3jInyaeTcsl B 3aBUCMMOCTHU OT THUTIA
HOB, 5KCIIPECCUPYEMBIX B TP (HEPEHIIUPOBAHHBIX KIIE
OIpeneIEHHBIX TKAHEH.
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Meratpasa
XpOMOCOMBI BbICTPaUBAOTCA

B NMHI0, DOPMUPYETCA MeTachagHas NnacTuHKa
. y _— Anadhasa
TPOUCXOAMT AYNAMKALUS
BonokHa KonTponbas ToskaM |~y oy eurnomepax.
B oo BepereHa CeCTPUHCKME XpOMATUb!
6TOXOP  BOIOKOH Ty6yAMHa AeeHHs oo
1 PACXOAATCA N0 NOMI0CaM

KuHeTtoxops!
0KONO LiEHTpOMEp

MNpothasa

YANOTHSAKOTCS

7 BULUMBIMM.

KHa BepeTeHa

| pacnpegensioTes
UBHTPOCOM.

Tenothasza
XpomaTugsl gocturaior
NOMKOCOB BEPETEHA fENEHMS. |
[pomMCX0AAT ABKOHABHCALMS
XpOMaTuHa, pasaeneHue aepHon
memBpaHbl U 06pa3oBaHne AAPLILLEK

Lutokunes
06pasosanue 60po3abl APo6neHus
1 (hopMUPOBAHME J04EPHUX KNIBTOK

pPOMEpbI Ha nosntocax
TeHa fieneHus

KoHTponbHas To4ka G2

G2-thasa
£pKa MoNHOTbI

a [1HK.

@ 06bEMa KNETKM.
KNMH32BNCUMbIX
KUHa3HbIX :

coB M-chasbl. £ G1-thasa

HUe fynvKauun ; Penapauus noBpexaeHHbIX

tparmentos [HK.

YeenuyeHue 06bEMa KNeTku. |

[MpoBepka ycnosuit
OKpYXatoLe cpesb!

AapbIWKo

S-thasa
AkTuBaUus
thepmeHTOB
cuHTesa AHK.
Pennukaums Xpomocom. |
Havano nynnwxgunu G0-hasa
HesTproNH G1-thasza AKTVBaLUS
AKTMBaLMS NPOTOOHKOTEHOB KACKaAHOM GenkoB-CynpeccopoB MUTO3a. |
CUTHaNbHOM TPAHCAYKLMN. CWHTE3 TKaHecneumnduyHbIX
AKTUBAUMS LMKITNH3ABUCUMBIX Genkos
X YNPOLLEHNA Ha PUCYHKE NPOTENHKUHA3HBIX KOMNIEKCOB S-(hasbl = = s =

;aHbl BE Napbl XpOMOCOM
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Puc. 16.2. 3KGNpeceus LMKNWHOB M LMKNMH-3aBUCUMbIX KuHa3 (CdK) Ha NPOTSKEHWN KNETOUHOrO nma (onucanme cm. B Fnan'efﬂ),i

OKpYXXeHus

G1 dhasa i S thasa i G2daza ; Muros
KoHTponbHas To4ka G1 l KdHTpoanaﬂ T04Ka G2 KOHTpOsbHas To4ka MuUTo3a

< H ' Unknmn A !

S ' Luknui E + (S-cyclin) H

2 . (G1/8 cyclin) ! AN

= ! 1 \

= U + ! \

5 i i n

= i { /

£ ! Cdk2/A b ; v :

_____ ! : i
g L{nknun ! _Cdki/A_~ Cdk1/8
= Cdk4/D; A i
a Sl i
i i
' ]
: LP Bpewms
[lecbocchopunuposaxue prj [lechopmuposattbie pRb
(6enoK peTHoONacToMbl)  Mnogepka nospexeHmin poBepKa pasmepa KneTku, lpoBepKa npuKpenneHus
JHK n kneTo4Horo yenoctHocTu [AHK XPOMOCOM K BEPETEeHY fieneHus

11 3aBEPLUEHNS pennvKaumu
[HK

OBLLUVE NONOXXEHUA

Poct Tema denoBeka OOYCIOBIEH YBEJIUYEHUEM
pa3Mepa M KOJWUYeCTBa KJIETOK, MPU OTOM IOCHEIHEee
obecrieyrBaeTCs MPOIECCOM AeeHNUsI, Wi METO30M. [Ipo-
nudepanusi KJIETOK MPOUCXOIUT MO BO3IEHCTBHEM BHE-
KJIETOYHBIX ()AKTOPOB POCTAa — MUTOTEHOB, a CAMU KJIETKH
TTPOXOMST Yepe3 TIOBTOPSIOLIYIOCS! MOCIeI0BATEIbHOCTD
COOBITHII, M3BECTHYIO KaK KIeTOUHbIH HmMKJI. Paznnuaior
yeTbipe OcHOBHBIE (ha3wl KieTouHoro nukia: G1, S, G2
u M (MuTOoTHUECKAs). 3aTeM ClleAyeT pas[iejeHue LUTO-
TIJIa3MBI U TIJIa3MaTHIeCKO MEMOpaHBbI, B PE3Y/IbTAaTE YETO
BO3HMKAIOT [IBE OJMHAKOBBIE HouepHHE KieTku. MDasbl
G1, S u G2 BxoumsT B cocrtaB uHTep(hasbl. Permkanus
XPOMOCOM TIPOMCXOIUT BO BPEMSI CHHTeTHYeCcKo# ¢a3sbl,
wiu S-pasei (cM. 1. 20). BoJIbIIMHCTBO KJIETOK HE NOI-
BEPKEHO aKTUBHOMY JEJICHUIO U HAXOIUTCSI B COCTOSIHUU
nokos B dasze GO, Bxozsiieit B coctas dasnl G1.

IponomxutenbHocTh M-(assl cocrasisier 30—60 MuH,
B TO BpeMsl KaK BECh KJIIETOYHBIN LIMKJI IPOXOIUT IIPUMEPHO
3a 20 4. HopmasbHBbIe (B OTIIMYME OT OIMYXOJIEBBIX) KIETKU
yeJoBeKa rpetepreBaioT 10 80 MUTOTMYECKUX LIMKJIOB.

G1-DA3A

Bo Bpemsa G1-da3bl yBenmumuBaercss 00beM LIUTOILIA3-
MbI. KJIeTKH TIpOXOIST NepByI0 KOHTPOJbHYIO Touky G1, Ha
kortopoii mpoucxonat penapauust JJHK u nmposepka ycio-
BUI KJIETOYHOTO OKPYXEHMsI (IOCTATOYHO JIM OHU Ojaro-
MPUSTHBI [UIs Tiepexona K S-dasze).

HepakoBbie KJIETKU TTOTy4aloT CTUMYJI K Tposddepaimm
OT BHEKJIETOUHBIX (DAKTOPOB POCTA, CEKPETUPYEMBIX IpY-
TMMM KJIeTKaMu. BHYTpY KJIETKM 3T (HakTophl IEHCTBYIOT
4yepe3 CUrHajJbHble Kackaael (cM. 1. 54). Ecnm xietka He
TOJTIyYMT TAKMX CUTHAJIOB BO BpeMst da3bl G1, oHa BBIXOIUT
13 IIUKJIA K TIEPEXOIUT B HeaKTUBHYIO (hasy GO.

Hexoropsie kietku B haze G0 mpocTo HaxoasTcs B CO-
CTOSTHUM TIOKOSI ¥ MOTYT CHOBA BOMTH B LIMKJI VIS perapa-
THBHOTO POCTA WU 3aMEILEHUsS HOPMaJIbHBIMU KJIETKaMHU.
Jlpyrie KJIeTKHA CTaHOBATCSI OKOHYATEIbHO, HEOOpaTUMO
nudbepeHIIMPOBAHHBIMU, BBITIOIHSIIOT — CIELMATN3UPO-
BaHHYIO (DYHKIIMIO, KaK OONBUIMHCTBO KJIETOK B 3pEIOM
opraHuame. Takue KJIeTKH MOTYT ITPOA0JIKATh PACTH, Ha-
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MpuMep, Y HEMPOHOB JTMHA aKCOHOB YBEIMUYMBAE
MIPOTSDKEHUH BCETO POCTA OPTaHU3MA.

S-®A3A

CraHzapTHOE KOJIMYECTBO ABOWHBIX crinpanei JAH
KaXIOM KJIETKEe, COOTBETCTBYIOIIEE TUTUIOMIHOMY Habe
OTHOIIETIOYEYHBIX XPOMOCOM, IPUHSITO 0003HAYaTh |
2C. Habop 2C coxpaHsieTcsi Ha NMPOTSDKEHUU (hasbl
ynBauBaercs (4C) Bo BpeMst S-hasbl, KOrja CUHTE3UPYES
Hosast xpomocomHast IHK. Haunnas ¢ koHua S-dasbt
M-da3ssl (Bkmouast hazy G2) kaxaasi BUIUMAask XpOMOCE
COIEPKUT 2 TIOTHO CBSI3AHHBIE JIPYT C IPYTOM MOJIEK]
JIHK, Ha3biBacMble CECTPMHCKHMM XpoMaTtnaaMu. Ta
06pa3oM, B KJIETKaX 4Yej0BeKa, HauMHas ¢ KOHUA S-d
U 10 cepeanHbl M-assl, IPUCYTCTBYIOT 23 Taphl Xpos
coM (46 BunumbIX enuHuUI), HO 4C (92) nBOiTHBIE CITHPE
aneproit JTHK.

B mporuiecce MUTO3a MTPOUCXOIUT PacIipeeaeHIe
HaKOBBIX HAOOPOB XPOMOCOM I10 IBYM TOYEPHUM KIIETS
TakuM 00pa3oM, YTOObI B KaX/I0W U3 HUX COAEPKAIOCH
23 mapsl xpomocom miu 2C-Habop momexyrn JHK. :
em ommemums, umo ¢azel G1 u GO — eduncmeennvie ga
KACMOYH020 UUKAA, 80 6PEMs KOMOPbIX 8 Kaemkax 46 xpe:
comam coomeemcmeayem 2C-nabop monexyn [IHK.

Bo Bpemst S-azsl UMEIOTCS AONOJIHUTEIbHbIE
TpOJIbHBIE TOUKH, B KOTOpbIX JIHK-110BpexaeHus npen
CTBYIOT aKTHBAIIMHM TOYEK Hayasla peruiiKaLuu.

Perumukaumst JHK Bo Bpems S-dasbl onucana B ril. 2

MWTO3 (M-®A3A)

MuTto3 coctout u3 5—6 das.
1. ITpodasza. XpoMocoMBI, Kax/aast U3 KOTOPBIX COCT:
M3 IBYX OMWHAKOBBIX XPOMATHI, HAUWHAIOT YIUIOT

JIOXKHBIX MOTIOCAX KJIETKU BOKPYT LIEHTPOCOM M3 BOJIOKA
TyOy/IMHA HaYMHAET (hOPMUPOBATHCS BEPETEHO JIENICH:
SIIpBILIKY UCUE3al0T.

2. ITpomeracpaza. [TpoucxoauT pacTBOpeHUE MEMOP
sipa. BOoKpyr LeHTpoMep XpoMocoM (hOPMUPYIOTCST KHE
TOXOphl. BoslokHa TyOyi1MHA MPOHUKAIOT BHYTPb Siipa
KOHLIEHTPUPYIOTCST BOIM3M KITHETOXOP, COSAMHSIS UX C B
JIOKHAMM, UCXOISIIIMMU U3 LIEHTPOCOM.



3. Meradasza. HarsokeHue BOJIOKOH BepeTeHa AEICHUS
ACTaBJIsIET XPOMOCOMBI BBICTPAUBATBCS TIOCEPENMHE B JIH-
MEXIIy TIOTI0CaMH BepeTeHa, GOopMHpPYsI TeM CaMbIM
aha3HyI0 TUIACTUHKY.

4. Anagasza. [JTHK ueHTpomep, pasaeaéHHass MexIy ce-
YMHCKUMU XPOMATHIAMM, MYIUTHUIIUPYETCS, XPOMATHIBI
TI0TCSI 1 PACXOISTCSI OJINIKE K TIOJTI0CAM.

Tenodasa. Pasnen€éHHbIe CECTPUHCKUE XPOMATHIIBI
OpBIE C ITOTO MOMEHTA CUUTAIOT XPOMOCOMAaMHU) HO-
OT TIOJMIOCOB. BOKpYr Kax1oit 13 rpynm BO3HMKAeT
epHasi MeMOpaHa. YTUIOTHEHHBI XpOMaTUH paccenBaeT-
¥ POUCXONUT (POPMUPOBAHHUE SIPHILIEK.

6. Iurokunes. Kierounas MemOpaHa coKpamaercs, 1
pEIMHE MEXITy TonocaMu obpasyeTcs 6oposzna Ipo-
, KOTOpasi B KOHIIE KOHIIOB Pa3IeisIeT IBE JOUEPHUE

LIMKIT LEHTPOCOMbI

Bo Bpemsi daszsi Gl mpoMCXODUT pas3iesieHue Tapbl
LIEHTPHOJIEH, CUEIUIEHHbIX C KaXIoil meHTpocomoit. Ha
npotsokeHun S- u G2-da3 cripaBa OT CTapbiX LEHTPUO-
neit opMupyeTcst HoBasi JOYEPHsIs LeHTpUOoIb. B Havane
M-a3bl IEeHTpOCOMa Pa3eNsIeTCs], U IBe TOYEPHUE 1IEH-
TPOCOMBI PACXOSITCS K TIOIIOCAM KIIETKHU.

SHAYEHUE ANst MEAWLIAHDBI

st ananm3a Kapuotuna (eM. 1. 35—38) mpouece ne-
JIEHWsT KJIETKM MCKYCCTBEHHO OCTAHABIMBAIOT Ha CTaguu
MeTadasbl ¢ TTOMOILIBIO MHIMOUTOPOB BepeTeHa AEIeHUs,
HarpuMep KOJIXMLUHOM.

IMpenapar Takcon Ga0oKUpyeT pa3bOpPKy BepeTeHa He-
JIEHUsI, €r0 UCTIONB3YIOT B KAYECTBE IPOTUBOOITYXOJIEBOTO
(cM. 1. 57).
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@ Hapywenue Tpancnopra TSXENbIX METannos,
XKUPOBOro 06MeHa U KaTa6onu3ma aMUHOKUCNOT

BUOCHHTETUYECKME CEKPETOPHbIE NYTH, 3aKaH4MBAOLMECS 06PaTHbIM
NUHOLMUTO30M (NN 3K30LUTO30M), NOKa3aHbl KpacHbIM UBeToM. MyTh
3H0UMTO3a — 3eMEHBIA, @ BO3BPALLEHNS — CUHMIA. TAKXKe Ha PUCYHKe
rnoKasaHa anuMUHauna Meau ¢ ydactuem ATP7A. TpaHcnopT Mexay R—CHy —OHy —CHy — C—8 —CoA

9HONNA3MATUYECKUM PETUKYNYMOM, annaparom Fonbmku,
3H/0COMaMM, IM30COMAMI ULUTONNA3MATUYECKON MEMBPAHOI
NPOVCXOANT Yeped TPAHCNOPTHbIE BE3NKYIbI.

Auun-KoaHanm-A-gernaporeHasa

BbicokomonekynspHble 06partHblit (HegocTatoyHocTb npu MCAD
HacTUb! NUHOLMTO3 1 MAD-cuHppome)
Liuronnaama-
i / THYecKas
O_CU Cu f mem6pana
MuxouuTos \\ )

Yxopsume
TPaHCMNOPTHbIE
BE3NKYNbI

/P /. ATP7A+CU_O
| __

Cu
Caexecchopmu-
oo §

7A
Mo3aHAs 3HAOCOMA pogaHikle
1 W W +C BE3UKY/bI

L-3-ruppokenaumn-koaHaum-A-ger
(HepocraroyHocTb npu LCHAD-cuH,
Annapar
| Tonbapku

\‘
.\ \\ i \ B-Kkerotnanasa
M Q
0
" JHzI0NNA3MATUYECKAI ﬁ ﬁ

PETUKYNYM

204 Duoxvveckan renetika o HapylleHue TpaHCnopTa TSHKENbIX METanoB, XXUPOBOro 06MeHa 1 Kata6onnama aMUHOKUCAO!



a 60.1. HapyLueHue TpaHcnopTa TSXEsbIX METannos

Ha3ssauue YacTora BO3HUKHOBEHUA Tun HacnepoBaxus W3menénnas Guomonekyna
3Hb MeHkeca 1:250 000 XP 06wwuit 6enok-nepeHocunk mean ATP7A
b BunbcoHa 1:50 000 AP MeyeHouHbIN Genok-nepeHocynk mean ATP7B
pONaTUeCcKMil akpoaepMaTuT Peako AP, 31-5 annenb Benok-nepeHocHuK LuHKa

~1:300 (y eBporneonzos,
y 0CTasbHbIX — PeAKo)

xpomaro3

AP, 4 nokyca

HFE, peuentop 2 k TpaHceppuHy, hepponopTut

BUEHVE TPAHCMOPTA TAXENbIX META/INOB
B Bonesnb Meunkeca, 605ie3Hb KypYaBbIX BONOC

Menb BcachIBaeTCsl B OMUTEJIMU KULIEYHUKA U TPAHC-
DYeTCsl B I€Y€Hb, TJIe BXOAMUT B COCTaB KO(PAKTOPOB
opbix (hepMenToB. [Ls TpaHcnopTa HeoGXoAuM Oe-
P7A, KOTODBIA TIPUCYTCTBYET BO MHOIMX TKaHSX,
CKJIIOUEHMEM TIeueHM. B KiteTke 3TOT 0esloK OOBIYHO
SleHTPUpOBaH B arrapate ['0IbIXM U B clydyae Heob-
OCTH CBSI3bIBAET MOH Memu ¢ acrapruwidocdatHoit
WIOM M TIEPEHOCUT K LIUTOIUIa3MaTHUECKO MeMOpaHe
SLICBOOOXIEHUSI B KPOBOTOK, YTOOBI 3aTEM BEPHYTHCS
TH0 B armapar Fonbku (eMm. puc. 60.1).
TIaLMEeHTOB ¢ 0ose3HbI0 MeHKeca 0TMEUaloT 3a1epX-
CTBEHHOIO pPAa3BUTHSI, MPUMNAAKHU, TUIIOTEPMHUIO,
BbIE TUIIONIMIMEHTUPOBAHHBIE BOJIOCHI, IPsIOIOCTh
TMOAOOHBIE LIMHTE IMOPaXKeHUs! [JUTMHHBIX KOCTEN U
OCTh apTepuil. MabuK OOBIYHO YMMPAIOT Yepe3
£01a, HO Y IEBOYEK-HOCUTEIbHULL OTMEUYAIOTCsl TOJIb-
fOMaIMu CTEpXKHST Bojioc (pili torti — W3BMIMCTBIE
cbl). B KyabTUBUPOBaHHBIX (UbOpodIacTax Majibum-
CHJIBHO TMOBBILIEHO COAEPXAHUE MEIN 1 HapylleH e€
scriopr u3 snurtenusi ZKKT B KpOBOTOK, YTO MPUBO-
¢ neuuTy Mean. B To ke BpeMsi TiedeHb OOBIYHO He
aet (B omume ot Oose3nu Busibcona—KoHosaso-
M. HIXKE).
pa02usi. OCHOBHOI TIPUYMHON SIBISIETCS He(eKT
4 ATP7A, a OCHOBHBIC XapaKTePHBIC YEPTHI 3aboseBa-
00yCIOBJIEHBl HEJOCTATOYHOCTBIO TSTH (HDEPMEHTOB,
KOTOPBIX MeIb HeoOXoaMMa Kak Kodakrop:
210CTATOYHOCTh THPO3MHA3bI: CHIKEHHAsi BbIpabOTKa
HUHA;
210CTATOYHOCTD JIM3HJIOKCHAA3bL: OTCYTCTBUE 0Opas3o-
s CIITMBKY MEXJ1y 3JIaCTUHOM U KOJIJITAT€HOM U CJia-
b COEIMHUTEILHOM TKAHU;
£10CTATOYHOCTH MOHOAMHMHOKCHMAA3bL: pili torti (M3BU-
CTHIE BOJIOCHI) M3-3a HEJIOCTATOYHBIX AUCYIb(MUIHBIX
BA3EM KepaTuHa,
SE10CTATOYHOCTH ACKOPOATOKCHAA3bl: JIEMHMHEpan3a-
245l KOCTEH U LIMHra,
2e70CTATOYHOCTh HMHATOXPOMOKCHAA3bI: C1a0blil 0OMEH
HEepruy U TUIIOTEPMMUS.
wenue. [101KOXHOE BBeICHUE TMCTUHATA MeAU (MEIb
SOpMe, KOTOpasi MOXET NPOHMKATh Yepe3 reMaTosHLIe-
aMueckuit Gapoep).

BB 6onesHb BunbcoHa-Konosanosa

Ilpu Oone3nn Buabcona—KonosanoBa pa3BuBaeTcst
3 nieueHu (pubpo3Hoe 0OEeCIBEYMBAHUE U pa3py-
M€ KJIETOK TTAapEHXUMbI) U TTOSIBIISIIOTCS] HEBPOJIOTUYE-
#2 PACCTPOICTBA, TaKWe KaK AU3apTpust (pacCcTpomCcTBO
sikyaunn), aumcarus (3aTpyaHEHHOE TJOTaHMUE) U

EUOXUMNYECkan renetuka o HapylueHue TpaHenopTa TKENbIX METansos, XXMpoBOro o6MeHa 1 kata6onnama aMMHOKIUCOT

HapylueHue koopauHauuu. OObIYHO G0JIE3HD MPOSIBIISET~
¢S B JIETCTBE WIKM PaHHEW IOHOCTHU TIPUIIAZKaMM, yXyALle-
HUEM KOOpIWHAIIMYM, HapylIEHWEM MbILIEYHOIO TOHYCA,
HETPOM3BOJIbHBIMU IBMXEHUSIMU, U3MEHEHUSIMU B TIOBE-
JIEHUY WIM OTKPOBEHHBIM TICUXMYECKUM PACCTPOICTBOM.
V B3pOCIBIX TAKXKE YaCTO OTMEYAlOT apTPUT, KapAUOMHUO-
[aTUIO, ITOBPEXIEHME MTOYEK 1 T'MIToNnapaTupeos.

BoIpakeHHBIM ITMAarHOCTUYECKUI TPU3HAK — KOJbIO
Kaiizepa—®eiimepa, KOTOpoe BOZHUKAET U3-3a OTIOXKEHHUS
MeIu B JECLIEMETOBOM 000I094Ke POTOBHIIBI I1a3a. Kpome
TOTO, TTOBBIILIEHO COAEPKaHWe MEIM B MOYE, a TAKXKE OT/I0-
JKEHME M30TOIOB MEIH B KYJIbTUBUPYEMBIX KJIETKAX.

Imuoaoeus. bonesHs BuibcoHa BOZHUKAET BCIEACTBUE
nedekra B 6enke ATP7B, urparoliero Takyio xe poJib B Ie-
yeHu, Kak 1 ATP7A B 1pyrux opraHax, OH IpUBOIUT K 110~
BBILLIEHHMIO 9KCKPELMU MEIH C XKETIblo.

Jeuenue. TTpuMeHeHME TperiapaToB, 00pasyloLUX Xe-
JIATHBIE KOMILIEKCHI ¢ Meabio (D-nennumuiaMun® u tpu-
eHTuH").

LIUHK; JHTEpONaTUYECKUI aKpoaepMaTuT

DHTEPONATHIECKHI AKPOAEPMATHT XapaKTEPU3YETCsH 3a-
JIEPKKOI pocTa ¢ riepeMeskaloIieiicst apeeii, 4erryifyarsiv
JIEPMATATOM TIOJIOBBIX OPTaHOB, SITOAML, KOHEYHOCTEN M
juna. KopmiieHne rpyaHbIM MOJIOKOM 3alIMILAET OT pas-
BUTUS 00JIE3HH, OIHAKO ITOCIIE OTMEHBI BO3MOXEH OBICTPBbIN
JIETATBHBINA MCXOI, Y TTAIIMEHTOB OTMEYAIOTCsl 3a/lepXKKa yM-
CTBEHHOI'O Pa3BUTHSI U PACCTPOICTBO UMMYHHUTETA.

Dmuoaoeusn. 3aboseBaHue SIBISETCS CIEACTBMEM Ha-
pyLIEHWs 3axXBaTa ILIMHKA SIUTEJHATbHBIMU KJIETKAMU
KHMILIEYHUKA M3-32 OTCYTCTBHUsI (DYHKIIMOHUPYIOLIEro Ges-
Ka-NepPeHOCYNKA UHKA B TIO/KEITyI0UHOM XKeJle3e.

Jeuenue. TTpUMEHSIIOT TOTIOTHUTEIbHBIN MPUEM LIMHKA
/MM TMONOXMHA Y (IMOIOTHAPOKCHXUHOMMHA ).

Xenes3o: HacneCcTBEHHbIN FreMOXpoOMaTos3

HacaeacTBennbiii reMoxpoMaTo3 — 3a0ojieBaHue, Xa-
paKkTepU3yeMoe TEPerpy3Koii XKele30M, U OJHO M3 CaMbIX
pacIpOCTPaHEHHBIX PELECCUBHBIX 'eHETMYECKUX 3abosie-
BaHMIi y €BPOIIEOUIOB.

Hacaedoéanue. AyTOCOMHO-PELIECCUBHBIN TUIl Ha-
CNIEJIOBAHMSI C HEIOJIHOM MEeHEeTPaHTHOCThIO. OCHOBHAas
MyTalysl — 3aMeHa IUCTeMHA TUPO3UHOM B IOJOXEHUU
282 (Cys282Tyr) B rene HFE. OH KapTUpOBaH B Ipeesiax
HILA-xmacrepa B perroHe 6p21, v n3-3a HepaBHOBECHS 110
cueruieHuio (cM. 1. 66) 75% mnauueHToB ¢ reMOXpoMaTo-
3om umeer reHotunn HLA-A*0301 no cpaBuenwio ¢ 13% y
3710pOBHIX Jtoaei. [TokazaHo, YTO B MATOI€HE3 TAKXKE BO-
BJIEUEHBI €ILIE TPM HECBSI3aHHBIX I'€HA, HACJICAyEMBIE IO
ayTOCOMHO-PELIECCBHOMY THILY, B TOM YHCIIE penentop 2
Tpanceppuna, 1 OIMH TeH, HACIEAYEMBbIH 110 ayTOCOMHO-
JIOMUHAHTHOMY THUITY, (heppONOPTHH, OTIPEEIISIONINE BO3-
pact manubecranuu 3adoseBaHus.



Yacmoma. Hocurenem siBisieTcss Kaxblii BOCBMOH, a
GonbHbIM — mipuMepHO 1:200—1:400 yenosex (CesepHas
Espona). BosbumucTso (90—95%) MarneHToB roMO3UToT-
Hbl 110 MyTauuu Cys282Tyr, ocTaabHble SIBISIIOTCS KOMIIA-
YHI-T€TePO3UroTaMu 510 MyTamu u His63Asp.

Imuoaoeun. BeackiBanye Xeesa 13 IULM 1 €T0 BEICBO-
GoxaeHue ImyTeéM (harorurosa U3 CTapbix SPUTPOLIUTOB PETY-
JIMPYETCS1 TOPMOHOM rencuaMHoM. MyraHTHbIN aymens HFE
MEILAeT Tepeaaye CUrHaia refcuaria, U U30bITOK XKejesa
HaKaIUIMBAETCS B TIEYEHU, TIOUKAX, CEPILIE, CYCTaBaxX M TIO/-
XKeJynouHoii xeiese. CHIDKEHHAsT 4acToTa 3a60/eBaHus y
JKEHIIMH CBSI3aHa C IIOTePeit KPOBU BO BPEMsI MEHCTPYALIUH.

Kaununeckue npusnaxu. Otvmevyalorcs yroMIsseMocTb,
Gomb B cycraBaX, CHuXKeHWE nubuno, CJI, moBbIIEHHAs
MUTMEHTALMsST KOXHU, KapAMOMUOIIATHSI, YBEIMYEHIE pa3-
MEpOB MEYEHN U LUPPO3. Y MYXKUMH CUMIITOMBI TTOSIBIISI-
1orcst B 40—60 stet, y XeHIuH yacToTa cocrasiser 10—50%
YaCTOThl Y MYXUYMH U 3a00JI€BaHUE TPOSBISETCS TOJIBKO
110CJIe MEHOTIay3bl.

Huaznocmuka u aewenue. [Inarnos CTaBsT Ha OCHOBAHUM
aHanu3a ()eppuTHHA 1 TpaHCdeppuHA B CHIBOPOTKE KPOBH.
Mist onpenenennst M3GHITKA XKejie3a B TIEUEHN PUMEHSIOT
OKpacKy 00pa3uoB 6uorncun. JuarHo3 noaTBepKaaioT mo-
cne anamusa JJHK. Ipumensiior neproxnyeckyio dueboro-
MHIO (KDOBOITYCKaHHUe) /sl CHUKEHUSI YPOBHS JKeJie3a.

P

BOW OBMEH

XUPO

Tabnuua 60.2. HacnencTseHHbIe HapyLLEHWs XUPOBOr0 06MeHa

HasBanue Yactora  Tun Ha- W3menénnas
BO3HUKHO-  cnefo- 6uomonekyna
BEHUA BaHus
CewmeiiHas runep- 1/500 Al JIHM-peuenTop
X0necTepuHemus
Cunapom Cmuta—  1/10 000 AP 8-7-CTepuHpenykTasa
Jlemnn-0nuua
HegocratouHocTs  1/20 000 AP CpeaHeuenoyeyqas
MCAD aUMN-KoIH3UM-A-
neruaporexasa (MCAD)
HepocTato4HocTh Peako AP [OnuHHouenoyeyHas
LCAD aunUN-KoaH3UM-A-
Aernaporenasa (LCAD)

A THNEepXonecrepuHemus

CeMeliHasi TUTIEPXONECTEPUHEMUSI — OIHO M3 CAMBIX
PACHPOCTPAHEHHBIX MOHOTEHHBIX 4y TOCOMHO-TOMUHAHTHBIX
3a60JIeBaHIi, KOTOPOE B GOJIBIIMHCTBE CIIy4aeB IIPHBOLKT
K pasutuio MBC us-3a nHapymenus dbynkuuu JITTHII-
peLenTopa BO BpeMs 3aXBara X0JIeCTepuHa (CM. IJ1. 5 u 52).

13-Jlemnu-Onuua

[Ipuunna 3a6oeBaHUsi — ayTOCOMHO-peLECCUBHAs
HaToNorust  (pepMeHTa  7-AerMaPOX0NeCTePOIPeLYKTASDI,
KaTaJIM3UPYIOIIETO IOCIEIHIO CTagUI0 OMOCHMHTE3a XO-
JIECTEpUHA, XapaKTePHbI BPOXKAEHHBIE HAPYILEHUS Pa3BU-
TH5I TOJIOBHOI'O MO3ra M Cep/ilia, TMIocanus, obpasoBaHue
AHOMAJILHBIX TOJIOBBIX OPraHOB M TOPOKU MAaJbLEB PYK
(TMOTMAAKTUIINS ¥ CHHAAKTIINS, CM. TL. 7, 42 U 44).

JleueHue COCTOUT B 3aMECTUTEILHOI TEPATTHH XOJIeCTe-
DPUHOM.

e HapyweHue TpaHCnopTa TAXENbIX MeTanmnos, XNPOBOro 06mMeHa 1 kaTaGonuama aMUHOKUCIOT

Karabonuam XupHbIx kuenot nyTém B-oK
KupHBle KHUCITIOTHI SBISIIOTCSI BaKHE
MU JUIsSL JBIXaHUSI MUTOXOHApWM. Mx :
TPYIIIBI aKTUBUPYIOTCSI HA ITOBEPXHOCTH M
B pE3yIbTaTe OOBENMHEHUS] C CYIbOTHADE
MO  KO3H3MMa-A, KaTaJu3MpyeMOIO AINS
cuHTeTa3ol. [lanee ux oObeIMHEHNE BKITIOUS
KOMIUIEKCOB KAPHUTHH-aIMI-S-KO3H3AM-A, K
MO€ KapHUTHHaLeTuITpaHchepasoit I. B mus
KapHUTHH BBICBOOOXIAETCS [JIsl TTOBTOPHOIG:
Hacpriuenneie aumn-S-KosH3uMBI-A 3aTeM pas
TIOBTOPSIIOIIEHCS Yepenoil U3 YETHIPEX peaxis
HBIX KaK myTh B-oKkucienus (puc. 60.2):
® OKHCIEHME C IIOMOIIbIO AMI-KOIHIHM-A-
reHasbl, CBs13aHHOM ¢ DA/
® THIpartanus eHOMJI-KOIH3UM-A-THIPATAZO0H;
® okuciaeHue L-3-ruapoKcHanui-Ko3H3uM-
Ha30i™*, cBsizaHHO ¢ HAJL;
" THOJIU3 -KeTOTHO/1A30ii 1 KOSH3UMOM-A.
(*CymecTByeT HECKONBKO BHIOB L-3-rmape
KO3H3UM-JIEITUAPOre€HA3bI, PA3INYAIOLINXCS [UTH
B KOHIIE 3TOif MOC/IENOBATENBHOCTH ALMIES
JKUPHOM KMCIIOTHl YKOPAYMBAETCS HA [BA ATOME ¥
u cosnarorcst PATH2, HAITH u atieTMi-KooH3 M~
POYCHHBIN alUI-KO9H3UM-A 3aTe€M II0JBEprae

HEWIIUM LMKIaM B-OKHCIECHMS, N3BECTHBIM Kak
B-okucnenus (puc. 60.3).

auun-ko3n3um-A-geruaporeqass) (MCAD-cHIN

MCAD-cunapom — camoe yacToe Hapyliess
POBOTO OOMEHa, OCOOGEHHO Y JINLI, MPOKUBAIOMIHY
Bepo-3ananHoit EBpore. OCHOBHBIE CHMITTOMBI &
TaTONOrUA — TIPUCTYTIBI TUTIONIMKEMHUH, OCOOCHHE:
PHOJ TOJIONAHMs, KOTOPOE CIIOCOOCTBYET HAKOMM
MeTabOoJIMTOB XUPHBIX KUCIOT. KpoMme Toro, or
HapyIleHHe MPOAYKLIUNA KETOHOBBIX TEJ U MCTOIIEE
MTaCOB TJIIOKO3bI, BBI3BIBAIOIIMX CMEPTE/IBLHBINA OTEK
HOT'O MO3ra 1 3HIe(hajIoNaTHIO. 1

Imuoaoeusn. Hapymenue mepsoro srama p-oKucae
13-3a IeheKTa AUUI-KOIH3MM-A~ernaPoreHassl (CM. T
puc. 60.2; MAD-cuHIpoM HixXe).

Jlewenue. Xu3HeHHO HEOGXOMMMO MOIIEPKA
CTYIUIEHMSI KaJIOPHIA.

Hi

HanHoe 3a6oneBaHNe — OIHO M3 HAMOOJIEE TSI
PAacCTPONCTB OKUCIIEHMUS SKUPHBIX KUCIIOT, KOTOPOE BO3E
KaeT OCTaTOYHO PEIKO, XapaKTePHbI TSKEIIbIE TOPaK
NIEYCHM, KapaAMOMHOIIaThs1, epudepudeckas Heliponars
Y HEKOTOPBIC JIPYIM€ CUMITOMBI, IIPUBOASIIIE K BHE3:
HOUl CMEPTH B MaIajieHdecTBe. Y XXEHIUMH YacTO BO3HHKAS
OXMPEHHE TIeYEeHU NMPU GEPEMEHHOCTH M JPYTUe CBS
HBIE C 9TUM COCTOSTHUEM 3a00JIeBaHHUSI.

Imuoaoeun. HapyiieHvie IpOMCXOINUT HA TPETHEM STAME
nyTH B-okuciaenus (cM. puc. 60.2).
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JEMUA U ALMOYPUA BCNEACTBUE HAPYILLEHWA
ABONTU3MA AMUHOKUCTIOT

abnuua 60.3. HapylieHuns kata6onuama aMmuHOKUCIIOT

Yacrota Tun Hacne- W3menénnas
BO3HUKHO- i GLELTT] Guomonekyna
BEHUS
1:35 000; AP, MuToxoHapuans-
rapun-koaHaum-  1:300y og-  >50 anneneit  Has rnytapun-
A-NIeruiporeHasbl  XuoBe KO3H3UM-A-
1 amuLLen fieruaporeHasa
OyeHb peako B ocHOBHOM — >9 MUTOXOHAPK-
ALl anbHbIX Aernapo-
reHas
1:35 000~ AP, lponuoHun-
1:75 000 HECKONMbKO  KO3H3UM-A-
annenein Kap6oKcunasa
1:25 000- AP MeTunmanoxun-
1:48 000 KO3H3UM-A-
myTa3a unm
KobanamuH

BENOCTATOYHOCTD
MyTapun-KoaH3um-A-feruapore

Kaunuueckue npusnaxu. Maxpouedanust 1Ipu poxie-
HIW, 3MM301bI SHIIEDATONATUH CO CIIACTUYHOCTBIO, AMC-
TOHUS, CYIOPOrM M 3alepXKa pasBUTHs; CHIKEeHHBI pH
(DOBYI 13-3a TJIyTapOBOH alMaeMuH (puc. 60.5).
Omuoaoeun. Hapymienue  neKapOOKCHIMPOBAHUS
apWI-KO9H3MMa-A B KPOTOHWJI-KOOH3UM-A B IyTH

Buoxumnseckan reqetiia o HapyleHue TpaHcnoprta THXENbIX METNS0B, XWUPOBOIO 06MeHa 1 Katabonuama aMuHOKNCIOT

pacriazia IJyTaporeHHbIX AaMHHOKHCJIOT: JIN3KMHA, THAPOKCU-
JIM3MHA M TPUNTO(AHA, YTO BBI3BIBACT BTOPUYHYIO HEJO-
CTATOYHOCTh KAPHUTHHA.

Jewenue. OrpaHnyeHne MoTpedJICHUsT TIyTapOTeHHBIX
aMUHOKUCJIOT; TPUEM KapHUTHHA.

:\‘H‘.ofJ)é(Eei’iTaF!HHﬂ:it HeoCTaTO4HOCTh
aueTun-x um-A-peruaporesass (MAD-cuHgpom)

Tenemuxa. 3aboneBaHue CBsi3aHO C QepMeEHTaMH,
kotopble ucnoiab3yror MAJ] kak KodaxkTop, BKIIOYas
ALUI-KOOH3UM-A-IIETUIPOreHa3y BO BpeMsl [-OKUCIEHUS
(cM. Boite u puc. 60.2).

Kaunuueckue npusnaxu. CyliecTBYeT IBe TSIKEIIbIE HE-
oHaTaIbHBIE (OPMBI, OIIHA U3 KOTOPBIX — C BPOXAEHHBIMU
aHoMamsaMu. [1ist 06erx XxapakTepHbl rernaToMeraius, Me-
TaBOJIMYECKUIT allMI03 ¥ TUIIOKETOHOBAs! TMIIOITIMKEMUS.
Tpetbst hopma MaHMGbECTUPYET Y AETel CTapLIero Bo3pacra
3a/1epXKKOi pa3BUTHsI, METADOJIMIECKUM allUI030M, I'UIIO-
rIMKeMueit 1 sHLedanonaTuen.

Jenenue. Tpu nérkoi hopme — npuéM pudodabrHa,
KapHUTHHA W COOJTIOJEHNE TUEThl ¢ HU3KUM COIEPXKAHUEM
OEJIKOB U XKUPOB.

MponyoHoBas auupneMus

Kaunuuecxue npusnaxu. ®opma ¢ paHHUM HayaJloM Ha
NepBOi Helese XU3HM XapaKTepU3yeTCsl YMCTBEHHOM OT-
CTaJIOCThIO, CPEIHEN IIPOIOJIKUTEIHHOCTHIO XU3HU 3 roaa;
dopMa ¢ MO3IHUM HAYAIOM IOCTe 6-U HENequ XKU3HH
XapaKTEPU3YeTCsl TSDKENBIMKM JIBUTATEIIbHBIMU PAcCTPOi-
CTBaMU, JMCTOHHMEN M YACTO MMOCTOSIHHBIMU HEBPOJIOTHYE-
CKUMM HAPYIIEHUSIMMU.
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Amuoaoeus. ITponMOHWI-KOH3UM-A 06pa3yeTcs B pe-
3yJIbTaTe MeTaboIM3Ma TaKUX aMUHOKHCIIOT, KaK M30Jeii-
1IMH, TDEOHWUH ¥ METMOHWH ¥ HEKOTOPBIX XXUPHBIX KUCIIOT.
TIponoHnI-KO3H3MM-A-KapOOKCHIa3a KaTalu3upyeT ero
MpeBpalieHe B METHIMAIOHWI-KOSH3UM-A C HCITOJb-
30BaHMEeM OMOTHHA B KauecTBe Kodakrtopa (puc. 60.4).
Hapyiienust BbI3bIBAIOT TPOIMMOHOBLII allMIO3, PBOTY,
00e3BOXMBaHKE, BSIOCTb, dHIIE(ATONATHIO U IBYCTOPOH-
Hee MOoBpexXIeHUsT 6a3aIbHBIX TAHTJINEB.

Jleuenue. I1pueM OnoTHHA.

MeTunmanoHoBas ayuaemus

Kaunuueckue npusnaxu. 3abosneBaHue pasiTndHON TsI-
JKECTH TOSIBIISIETCS. B paHHEM JeTcTBe. CUMITTOMBI: TIJIOX0€

MUATaHUE, PBOTA, TUITOTOHUS U COHJIMBOCTh, HU3K:
BEHb SPUTPOLIMTOB ¥ TPOMOOLIUTOB, TMITOTJINKE
PaMMOHMEMHUS U XpPOHUYECKUI HepUT. MOoXKeT i
K KOME ¥ CMEPTH.

Omuoaoceun. dehuimr  MeTHIMATOHWI-
MyTa3bl WIM KO3H3MMa KOOAJaMMHA ITPU PACi
TUOHMHA, TPEOHWHA, M3OJIEHIIMHA W BATMHA
HapylieHue (HOPMUPOBAHUS CYKIHHUI-KOIH3UM:
MIPUBOIUT K HAKOIUICHUIO TOKCUYHOM METHJIIM:
KUCIIOTHI (cM. puc. 60.4).

Jlewenue. Bo3MelieHNE XUIKOCTH, KOPPEKIIHS
60JIMYECKOTO aluI03a U HapyIICHUsT yCBAaUBAHHS
BUTaMUH B, Ul MAaLlMEHTOB C HELOCTATOYHO!
JlaMWHa; KOMOMHHMPOBAHHASI TPAHCILIAHTALIMS
MOYKH (CM. TII. 63).

Buoxnmnyeckan redernka o HapylweHne TpaHenopTa THKENbIX METannos, XMPOBOro 06MeHa u katabonmama aMuHOKNUCIOT



