Kadeapa natonorumn

Tema 2.

[MONOBOU XPOMATWH

N KITMHUKO-TTATOPNI3NOJTIOI MHECKOE
SHAYHEHUWE EIO OINPEAOEJIEHUNA.

PA3JINHYHbBIE $OPMbI INEPEOAHN
[MATOJIOIMMHYECKUX HACITEOCTBEHHbDBIX
[MTPU3HAKOB.



Llenb 3aHIMuUSA:
BbIABEHMeE NOSI0BOIro XxpomaTuHa
*B A4pax cOMaTUYEeCKMX KIETOK YenoBeKa:
- CNN3NCTOU OYKKaribHOro annTenus;
- HEUTPOUNOB KPOBMW;
*pelleHne reHeTn4yecKknx 3agay;
*CKPUHUHI-TECTbl ANA reHHbIX HacneaCTBEHHbIX
0OMeHHbIX bone3Hen Yyenoseka.



1 1OJ10BOU XPOMdAITVH (TEJIbUEe DAdppd) —
MaTtepuan reHeTU4YeCkn MHaAKTUBUPOBAHHOMN X-
XPOMOCOMBI,

B HOPMe BbIABNAEMbIN TOMbKO B
cOMaTUYeCKUX (ANNNOnOHbIX) KrneTkax XXeHLH
C KapmnoTunom 46XX.

B rpaHynouunTax nonoBou XpOMaTUH BbIMAANT
Kak «bapabaHHaa nano4vkan.
Hucrno X-xpomocomM y uHousuOa pa8HOo Yucisly
mersieuy rosio8o20 xpomMamuHa ritoc OOUH.



B kKneTkax pas3nuyHbiX TKAHeW (B pa3nmnYHbIX
nonynaunax) NnonoBoOnN XPOMaTUH BbIABMAETCA C
HeoaMHaKoBOU YacToTon: 80—90 % HEPBHbIX
KINETOK coaepXaT NOTI0OBOU XPOMAaTUH,
TOrAa Kak B KrneTkax OykkanbHOro annutenms
NONOBON XpOMaTUH OOHapPY>XNBAETCS CO
cpeaHen Yyactoton 20—40 %.



[TonoBow xpomaTunH fToKanunayeTcd B aape, valle
BCEro ripunerasi K aaepHom obonoyke, C
KOTOPOW OH CBA3aH TOHKUMWU HUTAMMW.
PeXXe OoH pacnonaraetca OKono A4pbillka nnm B
cepeauHe siapa.

Ecnu nonosou xpoMamuH ripure2aem UsHympu
K 50epHoU oborioyke, oH umeem ghopmMmy
mpeyaosibHUKa, ¢ eepwUHoU, Harpae/eHHoU 8
CMOPOHY UeHmpa A0pa, unu umeem
rnosycgbepu4vecKkyro goopmy.



Bce opraHmamebl, B KapmoTune KOTopbIX
nmvetrotcs dee X-xpoMOCOMblI,
cogepkaTt 0OHO mersibue rosi08020 XpomMamuHa.
[1py TPpMCcoMUKM No X-XpoOMOCOME B ApaXx KNeToK
COOEPXKNTCA MO ABa TenbLia NorfoBoro
XpomaTunHa.

Cywecmeyem obpamHas 3asUucUMOCMb MEXOY
rposiughepamusHoU aKkmueHOCMbIO KI1emo4yHouU
rnonynayuu u 4acmomou ecmpeyaemocmu
mersiel, rnosioeo20 XpoMamuHa.



ObbeKTbl UccriegoBaHUs X-XxpomaTuHa
— KNEeTKN OyKKarbHOro anuTenus,
annTennanbHble KIMEeTKU MOYEBOro
ocajka, HeuTpomunbl KpoBU 1 OP.

B OHTOreHese Nos1oBOU XpoMaTuH
NOABNAETCHA paHo, [0 TOro, KaK y
9MOpMOHa 3aKnagbiBatOTCHA roHaabl.



VI3y4yeHne nonoBoro xpomMaTtuHa UCnornb3yeTcH
Onga sepugukaunm XpoMmocomMHoro nona (1),

ONAarHOCTUKNU XPOMOCOMHbIX abeppaunn no
NOSTOBbLIM XpOMOCOoMaMm (2),

059 OpUEHTUPOBOYHOIO NPOrHoO3a
nponndoepaTtBHON aKTUBHOCTK onyxoneu (3).



Ha 5—6-1 JeHb 9MOpPMOHanbLHOro
PA3BUTUSA CHa4arna B KreTkax
TPOMPOI3KTOAEPMbI, 3aTEM — B APYrnx
4YacTAX 3apoabllla OCYyLECTBNAETCS
MHaAKTUBALIUA OQHOU U3 KaXXObIX ABYX
FOMOJTOMMYHbIX XPOMOCOM,
8KJ1toHas U OOHY U3 08y X X-XPpOMOCOM Y
3apoobiel XXeHCKOo20 r10or1a.



MexaHn3m 3Toro aBneHmna cBA3aH C
MeTunmposaHunem HK nHaktuempyemowu
XPOMOCOMBI.

CneuymanbHbIN y4acTOK Xq27.3 Ha X-XPOMOCOME
(«ocTpoBOK CpG») coaepXUT MHOXXECTBEHHbIE
LMTO3NH-TYyaHNHOBLIE NOBTOPLI, KOTOPbIE B
reHoMe 3yKapuoT MOryT METUNMPOBATLCA.
Tak, OHV NONMHOCTLIO METUNNPOBAHbLI B TenbLie
bappa n He MeTUNUpPoBaHbl (AKTUBHbI) B
eQNHCTBEHHOWU MY>XCKOUN X-XPOMOCOME, KaK N B
aKTUBHOW XXEHCKOMN.



Y YyenoBeKa pa3BuUTUE MY>XCKOro rnona
npegonpeaeneHo Hann4ynem Y-XpoMOCOMblI.

B npucytcteum noboro konnyecrtsa X-
XPOMOCOM OAHOW Y-XPOMOCOMbI AOCTATOYHO
Ona opmMmpoBaHna opraHmama no
MY>XCKOMY TUNYy.



[ eH SRY, HaxoadLWwunncs B Y-XpOMOCOME,
cpabaTblBaeT Ha 6—7-1 Heaene aMmopunoreHesa,
3anyckada B JeUCTBUe pAaa reHos,
NoKann3oBaHHbIX B APYrMxX XpoMOcoMax U
obecne4ymBaoLLmMX NporpamMmmy CMHTE3a
TECTOCTEPOHaA.

deTanbHbI TECTOCTEPOH HaNpaBnNAeT pa3BUTUE
3apoabilla no My>XCKomy Tuny.



I TPUAYRUVIA ITCIVUGCICPURA VI
aHTUMIONNepoBa

MHrMoupyrowiero nenTmaa B

roHagax nnoga
npegonpenenaetr
(2—3-1n mecsu ambpuoreHesa)
QopMuposaHue 8HymMpeHHUX
[10/108bIX OpP2aHO08 o MY>XCKOMY

muriy.




MeTtabonnt aHgporeHoB
(5-anb@a-gurnapoTecTOCTEPOH),

He KoOHeepmupyemMbil 8 3CMPO2EHHI,
KOHTPOMNMUPYET MACKYJIMHHbLIN TUM
doopMnpoBaHUA HAPYKHbIX F’EHUTANUN Ha 3—4-M
MecsLue doeToreHesa (comaTtuvecku non).

YacTb TecToCcTEPOHA Nfoga MetTabonn3npyeT B
3CTPOreHbl.



[lpu Hanu4uu Y-XpoOMOCOMbI U 8bICOKOU
npPoOyKUUU mecmocmepoHa
obecrne4ymBaEeTcs BbICOKOE CoAepXaHmne
MEeTabOSINTOB 3CTPOreHos,
nogaBnaAoLLmMx dopmMmmupoBaHmne obpaTHON
CBA3U MeXxay Npoaykumnen
nTenHnsnpyrouwero ropmoHa (JiI') w
SCTPOreHoB B pa3BMBatOLLLEMCH MO3re.



OTO BeAEeT K YCTAaHOBMNEHUID MYXXCKO20
HeUUKnu4eckKo20 mura a2urnomarsnamo-
aurnogbusapHou peaynayuu rnosioebix
QyHKUUU
n obecneydmBaeT Ha 4—6-M MecdLe
doeToreHesa
MY>XCKOU TUN gndppepeHLMPOBKN FTONOBHOIO
MO3ra,

YTO NNEXUT B OCHOBE HENPOMCUXNYECKOWN
MacCKyrnuMH13aLuum B nocnenyrowen XXn3Hu.



Co3peBaHue LUEHTPOB CEKPELIMN TOHAOOTPOMNMNHOB
MOET NoA KOHTPOSIEM SCTPOreHoOB, MNOMYy4YEHHbIX U3
TECTOCTEPOHA,

a LIeHTPOB, onpegensoLmx rnonoBoe Bre4vyeHne, —
NoJ, COBMECTHbIM KOHTPOJSIEM aHOPOreHOB U NX
apoMaTU4YeCKNX 3CTPOreHHbIX NPON3BOAHbIX.

LleHmMpbl, omeemcmeeHHbIe 3a noooepxaHue
rnoseoeHuUS,
coomeemcmayrouie2o u3bpaHHoU rnosioeou porsiu,
Y MY>XHUH Op2aHu3ytomcs noo eriusgHuUem
MOoJibKO aHOPO_2EHOS.



ecnu Kapmotun 46 XX, a He 45X0
(cnHpgpom LepelleBcKOro —
TepHepa),
onncaHHblIe CODbITUSA HEe
NPOUNCXOOAT,
n

doopmunpyetcs

coOMaTUYEeCKNUN N MCUXNYECKUN



| log HacneacTBeHHbIMU NMOHUMAKOT
3aboneBaHUs C
rnep8uUYHbIMU MexHU4YecKUMU
odegbekmamu 8 ripo2paMmMHOM
arirnapame Kriemok, nepefaBaemMble
No HacneacTBY Yepes raMeThl.



MoHo2eHHbIe HacneaCTBEHHbIe 3aboneBaHus
KOHTPOSMMPYIOTCS OJHUM r€EHOM U NO3TOMY
HacregyrTcs B COOTBETCTBMU C 3aKOHAMMW

MeHaenga (Hanpumep, remodunumsa A).

[lonnueeHHbIe HacnenCcTBEeHHbIE DONe3HU
KOHTPOMUPYOTCA CyMMapHbLIM 3PP EKTOM
HEeCKONMbKUX reHOB, Pacnosio)KeHHbIX B pa3HbIX
yacTax reHoma 1 UMerLmx HeogmMHakoBble
CBOUCTBA.



I 1OJIUcCHHADIE HACJIeUCITI6GeHHDIE
borie3Hu HacnegyrTcA no
aaaANTUBO-NMOSNIMFEeHHOMY TUNy,
Kak npaBuIo, C NOPOroBbIM
apdpeKkToM
No BO3OENCTBUKO TOIMO UM NHOIO
NMMUTUPYIOLLIETO (paKTopa

BHeLLUHeW cpeabl (Hanpumep,
~rAavYaANULiiZz AfvabeT)



Ba)XHO NOMHWUTb, YTO MyTaLUN, XOTH U NeXaT B
OCHOBeE naTtoreHesa HacneacTBeHHbIX bone3Hen,
HO He TOXAECTBEHHbI CAMOMY NMOHATUIO
«HacneancTeBeHHas bone3Hby.

[1ns1 BOSBHUKHOBEHUSA HACNeaCTBEHHbIX O0re3HeN

-KaK 1 a11s1i BOSHMKHOBEHUSA ApYrux 3aboneBaHnn

- HeobxoaumMo gencTeue NPUYNHHBLIX PaKTOPOB U

CyLLEeCTBEHHO BNMMAHME YCITOBUN N PeaKTUBHOCTW
opraHuama.



Paborta 1.
OnpepeneHne NoNOBOro XxpomaTtuHa B
cockobe
CO CIIU3NCTOM NOSNIOCTU PTa



[lepen B3aTEM COCKODA CO CrNU3NCTON
LLIEKM HECKOSbKO pa3 3ybamu cxaTb
CITU3UCTYIO, 3aTEM NPOrNOTUTb CIIOHY U
Lnartenem caenartb COCKoOd ¢ 4aHHOIo
MeCTa CINU3NCTOU LLLEKM.
[lony4yeHHbI MaTepuan nepeHecTn Ha
npeaMeTHOE CTEKI0 U pa3dmMa3saThb Mo
CTEKNy.



He gaBaga matepuany NnoACOXHYTb,
HaHOCAT Ha Ma30K 1—2 Kannn 1 %
YKCYCHOKUNCIIOIo OpcenHa.

[1pn OTCYTCTBUKN OpCENHA OKPACKY
MOXXHO npon3BognTb 0,2—0,5 %
PACTBOPOM TONTYMONHOBOW
(M MeTuNeHoBOW) CUHBLKKU UK a3ypa
1, nmerwowinmm pH 4,5—4,7.



“Hepe3 1—2 MMH Ha MA30K HaKnaabiBaeTCA
MOKPOBHOE CTEKIO, a NoOBEepPX HEro —
Kyco4yeKk pmnbTpoBarnbHOM bymary,
CIOXXeHHOoU B 4 pa3a. bonblunm nanbLem
NpMXNMarT UNsTpoBanbHY bymary u
MOKPOBHOE CTEKNO K NpeagMETHOMY CTEKNY.
Takum obpasom JoCcTUraeTcss paBHOMEPHOE
pacnpegeneHns KNeTok anntenma B OauH
CIow.



[lonoBon XxpomaTuH

[TornoBoM XpoMaTvH, WK Tesible bappa -uHaKTUBUPOBaHHAasA X-
XpOoMOCOMa.

Tensue bappa

KaHagckuit ydeHbiii bapp (1908 — 1995)
M ero cTyaeHT bepTpam OTKpbUIN B
1948 roay B sgpax HepPBHbIX K1EeTOK

KOWEeK CTPYKTYPY, HAa3BaHHYIO Tenble
Bappa, unu X-nonoBoi XpomMaTuH




CneBa: kneTkn bykkanbHOro anutenus. KpacHas ctpenka
yKa3sblBa€eT Ha MbIOKY NosIoBOro xpomaTtuHa (tensue bappa).

CnpaBa: Agpo dbubpobracTa XKeHLUHbI, OKpaLlEHHOE

donyopecueHTHbIM Kpacutenem. Ctpenkamm ykasaHo TenbLe
bappa




Pabota 2. HaxoxaeHune X-xpomaTuHa B HenTpournax Kposu
yerioBeka

OKpalleHHbIN Ma30K KpOBU NpocMaTpuBatoT Nos
MMMEPCUOHHbIM YBENMNYEHUEM, BHUMATENBHO N3Yy4atoT
cerMmeHTosaepHblie HeUTPodUnbl N OTbICKMBAOT 100
HENTPOMMNOB, OTMEYas KOSIMYECTBO KIETOK, coaepXaLinx
X-XpoMaTnH — «bapabaHHbIe narno4kmn».

B npoTokone:

a) HapucoBaTb HEUTPOMUIbI, coaepKaLine X-XxpomMaTuH
(«6apabaHHble Nano4vKkn»);

6) nogcymnTaTh YacTOTY BCTPEYAEMOCTUN HEUTPOMUIIOB,
cogepxawmnx «bapabaHHbIE ManovKn».



[lonnoBon xpomaTuH
" oM

Tensue Bappa

m [lonoBown XxpomaTuH (TenbsLe
bappa) — ckonneHue
reTepoxpomMaTuHa,
COOTBEeTCTBYHOLleEe OOHOW U3
napbl X-XpOMOCOM, KOTOpas B
NHTEepdase NMNoTHO CKpydeHa
1 HEGKTWBHA.

=  BoiaBneHwe nonoBoro XpomMartuHa
MCNONL3YETCA KAK AMArHOCTUYECKKMIA TECT Ona
onpeneneHnsa NRHETUYECKOID XKEHCKOro nona,
YTO CYLLECTBEHHO NP N3YYSHMK NREHETUY CKMX
AHOMAarnuKn 1, OCOBEHHO, B CNOPTUBHOM
MEOWLIMHE.

m OBbMHO AHANM3UPYIOT SNUTENMASNILHLIS KNETKW
CINN3NCTON OBONOYKKN NONOCTK PTA, rag, KAK U B
DONLLWMHCTBE OPYIMX KNETOK, NONOBOM
XPOMATHH BbIABNASTCA KAK KPYNHAA Mbidka
reTepoxpoMarnHa, NexXawan pagom ¢ aaepHOn
OOODNMOUKA.

= B HenTpOUbHbIX NEMKOLMTAX KPOBKU NMOMOBOI
XPOMATUH MMEET BUA MANSHLKON 0O0aBOUHON
AONbKK 9apa («6apataHHON NArKYKI» ).
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1. [NonyyeHue KNETOYHOIo MaTtepuana.
VICTOYHUK — pa3HOODpasHbie TKaHW, HO NMpeanoYTUTESNbHbI TE, YTO
HE HY>XHO KYJ1IbTUBUPOBATb in Vitro.

[1na onpeneneHna X-xpomMmatuHa y B3pPOCnoro 4yenoBeka
MCMOMb3YIOT Yallle BCENo Ma3Ku CO CIM3NCTON ODONOYKM LLEKM,
pexe crnm3ncTton obonoYkn BraranuLla, a Takke KneTku BOSTOCAHbIX
doonnnkynos.

[NepnHaTanbHaa AnarHoCTMUKa NPoxXo4uT C UCNOSIb30BaHNEM
aAMHNOTUYECKNX KIETOK.

[1na onpeneneHna YNCNEeHHOCTU Y-XpoMaTHa UCNONb3yeTc4
nepeyvncrnieHHble TKaHW, a TakKkke cnepmMmarto3onabl U
KynbsTBMpyemble nMMMJQoLUunThbI.

B uenom ong aHanusa X-xpomamuHa u Y-xpomamuHa uoeasibHo
10OX005IM OOHOCIIOUHbIE KYIbmypbl KIlemok, 06bI4HO



Z. WYURCALINA pelladapdloB PpaClBOPOM
MeTaHo1a UM CMeCbto 3maHorsia U yYKCycHoU
Kucsiomsbl (3:1)

UM UCKIMIOYUTENBHO 3MaHOIOM.

3. Hervapataumsa nytem nepeHoca (TOJIbKO
Onga aHanusa teney bappa) npenaparta 13
OQHOro pacTBopa B APYron c BblAEPXKOWU B
Ka>XaoM B TedeHune 5 MMHYT: B cnupte 70°, B
cnupTe 50°, B AUCTUNNNPOBaAHHOU BOAE |, B
ancTunnupoBaHHou Boae Il.

4. [wngponus (TOJIbKO ans aHanu3a Teney

Rannalr HC| (uenfha2atTernudn )



5. OkpalluBaHue NonoBoro XxpomMaTtuHa.

MeToabl OKpacku X- 1 Y-XpoMaTuHa pasnunyHbl. X - XpOMaTMH OKpaLLNBaAETCS
npenapartamMmn Ha OCHOBe HeIroopecuupyrowux Kpacumerseu: OCHOBHOU
doyKCUH, TMOHWH, aLlEeTOOPCENH, TONYUAUHOBbLIN CUHUWU U OP. Y — XpOMaTUH

OKpalunBaeTcsa Q/iroopoxpomamu — rnpPon3BoaHbIMU aKpUANHOBOIO
OpPaHXeBOro: aKpUXMHOM, aKPUXUH-UMPUTOM, aKPUXUH-MPOMNUIIOM.
[1lpenapathbl BblaepXmBarTcs B Kpacutune ot 30 MMHYT 40 12 Yacos.
[TpenapaTtbl X-XxpoMaTuHa BbICYLLUMBAKOT KU U3y4atoT C MacnsgHOU NMMeEPCUEN
B NpOXoadALLleM CBETe.

[IpenapaTbl Y-xpomMmaTuHa 3akrnoyatoT B cneymarnbHblin OydepHbIn p-p v
N3y4yatloT B yNbTPadnOoNIeTOBOM CBETE C NOMOLLLI JIIOMUHECLEHTHOTIO
MUKpOCKoNa.

AHanns3 NpoBoAAT Ha pasbedUHEHHbIX, pacnfiaCTaHHbIX KIeTKax.
Cpe3sbl TKaHeW ansa onpeaeneHns nosioBoro XpomaTmHa UCNorb3yHT NNLLb
TOraa, Korga HeEBO3MOXKHO NOSTYYUTb Ma3Ku UNu npenapaTbl-OTrnevaTkm cpeaa
opraHa.




rdO0T71d 5. VCKPNRAMHAI-TCCT bl RaCJie4CTBCHADbIX
OoOMeHHbIX Oone3Hen YenoBekKa
A. OnpederieHue eHunasaHUHa 8 Moye
yesioeeka (npoba U. A. PennuHra)

K npobe mo4un (2 mn) nobaBuTb 6 Kanenb 10 %
pacTBoOpa XJIOPHOIo »enesa.
[TossBNeHne cuHe-3erneHoro okpaLimBaHUa MOYN
YKa3blBaeT Ha NONOXUTENbHbLIN pe3ynbTaT
NpoObI (peakums NOSOXUTENbHa NPU
coaepXxaHun peHunanaHmHa B Mmo4e bonee 15
MI %).



®PeHunkKetoHypusa (PKY) - ato HapyLleHue
MeTabonmama aMUHOKUCIIOT, MpmuBoAsiLee K
BO3HMKHOBEHUIO KIMMHNYECKOro CMHApOMa
YMCTBEHHOMW OTCTANOCTUN C KOTHUTUBHbLIMU U
noBegeH4YeCKMMM pacCTponucCTBaMy,
BbI3BaHHbIMUW MOBbILLUEHHLIM YPOBHEM
dbeHunnanaHuHa.

Hacnenyetca ayToOCOMHO-PeLEeCCUBHO.



OTey
HOCHMTEeNbL

PeGGerHok
Ce3 reHa oKy

PeGCeHOK
HOCHTES b

PeSeHOoK
HOoOCMMTENb

Marte
HOoOCHMTEeNbL

PebteHok
ConbLEHOM OKY



*eHMnaﬂaHMH — HEe3aMEHNMa4

aMWHOKMCNOTAa, CTPOUTENbHbIN BNOK OErnKoB.

[1pn beHnnkeToHypuu (HacneacTteBHHas
depmeHTOonaTua, nedekt reHa PAH (12923.2; reH
geHunanaHuHa2uopoKcuiasbl)

HapyLleHO HopMarbHOE npespalleHne deHnnanaHnuHa B
TUPO3UH KaK pe3ynbraT HegocTaTka

doenunanaHmHInapokcmnasbl
(A.Folling,1934, 98%),
doeHnnanaHnH HakannmBaeTCcs B KPOBU U NpeBpaLLaeTCcA B
doeHnNNMpoBUHOIPaaHY KUCNOTY = HENPOTPOMHLIN A4,
> CYOOPOXHbIN CUHOPOM, ONUTOPPEHNS

(beHunnNMpoBuHorpaaHasa onurocbpeHuns).



[ lpn cBOEBPEMEHHOW ANATHOCTUKE MOXHO
NONTHOCTbIO N30EXaTb NAaTONMOrM4YEeCKNX
N3MeHeHWW, ecrnn ¢ POXXAeHUs 1 oo NoroBoro
CO3peBaHUA OrpaHnNYnNTbL NMNOCTYNNeEHNe B
opraHn3m doeHmnnanaHmHa c NULLEWN.

[To3aHee HaYano nevYeHUd XoTd 1 OaeT
onpeaeneHHbI addeKT, HO He YCTPaHAET
Pa3BUBLUNXCS paHee HeobpaTUMbIX NUSBMEHEHUN
TKaHW MO3ra.



[Tpun poxxaeHunm pebeHka B poagomax

Ha 3—4 cyTKkn bepyT aHan3 KPOBU U
NPOBOASAT HEOHATAllbHbIW CKPUHWUHT AN

OOHapyXeHnsa BPOXXAEHHbIX 3a0051eBaHUI

obMeHa BELLIECTB.
Ha 3ToM 3Tane BO3MOXXHO OOHapy»XeHune

PEHUNKETOHYPUN W
BO3MOXXHO paHHEEe Ha4aro rne4YyeHns ans
npenoTBpaLleHnsa HeobpaTUMBbIX
nocneacTtesumn.



B. OnpedesnneHue 2como2eHMuU3uHo8oU
Kucsiombl B Mo4e 4yenoBeka (npobdba A. appoaa)
K 0,5 M Mo4n OOnbHOro ankantToHypuen
nobaBuTb
5 M5 % pacTBopa a30THOKUCIIOro cepebdbpa u
HEeCKOJ1bKO Kanesnb 10 % pacTBopa aMmMunaka.
[loaBneHne YyepHOro okpallnBaHUSA yKkasbiBaeT
Ha NONOXUTENbHbIW pe3yrbraT NPoobl
(Hanuyue 8 Moye 20MO2eHMU3UHOBOU
Kucsiomsl).



AnKanToHypusa — HacneacTBEHHOe
3aboneBaHne, 0byCcrnoBrneHHOE BbiNageHNEM
dyHKUMN OKCcuOa3bI TOMOreHTU3NHOBOW
KUCIIOThI U XapaKTepuayloLleecs pacCTPpONCTBOM
OOMeHa TUPO3UHA U IKCKPELIMEN C MOYOW
60nbLLIOro KonMyecTsa rOMOreHTU3NHOBOW
KWCNOThI.

Ha npumepe ankantoHypumn cap Apymnbdansi

onBapa [appon B 1909 roay paspabdboTarn
KOHLUEenumn metabonmyeckoro bioka.



KoHuenuuna metadbonmnyeckoro
ornoka de facto ocHoBaHa Ha
npuHUmne
«OOWH reH - oguH PEePMEHT -
OAVH NPU3HaK (CUMMNTOM)»
(npnHUMn buana - Tentama).



COlJ1aCHO KoHUenumm metaooJsin4eckoro
bnoka, npu HacneacTBeHHOM 3aboneBaHUN
nMmeeTca nedununt denka-pepmeHTa.
OTO BeAET K HApYLLUEHUIO onpeaeneHHoOn
OMOXMUMNYECKON peaKLUn.
Co3gaetca u3bbimok eogrie4eHHO20 8 amy
peakuyuro cybcmpama.

HacTb ero MOXeT BblAenAaTbCcAa U3 opraHmM3ma
NN OTKNaAblBaTbCHA B TKAHSX

(«b0os1€3HU HaAKOoMIeHUs1» Unu
me2javn! ICMORLT



30bITOK cybcTpaTa MOXET BOBNEKATLCA B
anbTepHaTUBHbIE MPeBpPAaLLEHUS, AaBast Takne
NPOAYKTbI, KOTOPbIE OTCYTCTBYIOT TN MMEIOTCS NULLIb
B BUJE ClneaoB B HOPME.

[ToMnmo n3bbiTKa cybcTparta n 4encTBUS
anbTepHaTUBHbLIX MPOAYKTOB ( KOTOPbIE MOTYT ObITh
TOKCUYECKNMUN), HaCTb CUMMNTOMOB HaCreacTBEHHbIX
bone3Hen NopoXxaaeTca HEXBATKOU KOHEYHbIX
NPOAYKTOB OSIOKMPOBAHHOW peakuun 1 nogaBreHneEM
peakuumn, cneayrumx B Lenu npespalleHnin 3a
ONOKMPOBAHHbLIM 3TArMoOM.



[ToMmnmMo n3bbiTKa cybcTpaTa u 4eNCTBUA

anbTepHATUBHbLIX NPOOYKTOB
( KOTOpbIE MOIYT ObITb TOKCUYECKNMMN),
4aCTb CUMIMTOMOB HAaCNeOCTBEHHbIX
bonesHen NnopoxaaeTcs
HexeamkoU KOHEYHbIX MpooyKMmMoe
brioKkuposaHHoOU peaKUuuu n nooasrieHUem
peakuyuu, criedyrowux 8 uenu rpespawleHuu

3a b510KuUpoB8aHHbIM 3Marom.



CoBpeMeHHas TpakToBKa nNpuHumuna buana-
Tentama n nonoxeHun [apoaa o
MeTabonimyeckom 6110Kke CUNbHO U3MEHMNAch Mo
CpaBHEHWIO C OPUTMHANbHOW, MOCKOSbKY
NOSIBUI1I0Cb MHOIO HOBbIX AAaHHbIX, HE
VYKNnaabiBalOLLMUXCA B KIACCUYECKYH CXEMY:

1. He BCe reHbl KOOnUpyoT OESKM.
HekoTopble N3 HUX KoOUPYIOT
TpaHcnopTHbIe N pndbocomarnbHble PHK.



2. He BCe benku, kognpyemble reHamm -
doepMEHTHI.

MHO>XecTBO HacrneaCTBEHHbIX
bone3Hen He cBsI3aHO C AedEeKTOM
Kakoro Obl TO HX ObINO pepMeHTa, Tak
Kak Mpu HUX nopakartTcs reHsol,
KogupyroLwime HeaH3uMamu4yeckue
beriku.



3. OanH 6enok KogmnpyeTca Yalle BCero He
OAHWM reHOM, a HECKOSNTbKUMMW, MPUYEM
Ka)KObl OTBETCTBEHEH 3a CTPYKTYPY OOHOrO
nonunenTuaa B coctase bernka.

4. [ eHbl B reHOTMNax B3anMoOeNCTBYIOT, U, B
CUNYy 3TOrO, CYLLECTBYET ABEHNE
rneuompornuu - MHOXXeCTBEHHOIO AEUCTBUS
reHa.



AnKkanToHypua BO3HUKAET BCreacTeune

MyTauunnm reHa, kKogmpyrLwero CUHTE3
oKcuda3bl TOMOreHTe3MHOBOW KUCIIOThI.
[1aHHaa naTtonorusa xapakrepusyeTcs
ayYTOCOMHO-PELIECCUBHbIM
TUNOM HacneaoBaHUS.
AnkanToHypueun vaile 6onerT My>XYUHbI.
[ eH okcuOa3bl TOMOreTUH3NHOBOW KUCIOTh

yenoseka (HGD) nokanusoBaH Ha ANIMHHOM

nneye
3 XpOMOCOMbI YenoBekKka (3q 21-23).



D HOPpMalibHbIX YCITOBUAX
roMOreHTU3nHoOBaA KUCNOoTa —
NPOMEXYTOUYHbIV NPOAYKT pacnaga
TUPO3MHA N PEeHUNaNaHnHa —
nepeBoaNTCSA B ManennaueToykCyCHYHO
KUCNOTY,

N3 KOTOPOW B KOHEYHOM CYETE 0Opa3yoTCH
doymapoBas 1 aLleToOyKCyCHaa KUCMNOThI,
BCTynarowine B gpyrmne bMoxmmmyeckmne
LMKIbI.



Vi3-3d LUe(Pekiad QPepPpMeHld 3101
npouecc TOPMO3UTCH, U
ocTarLlasica B U30bITKE

roMOreHTU3NHOBAaA KUCNOTa
npeBpallaeTcs
rnosiugbeHosroKkcuoasou B
XWHOHOBbIV MONMM@EHON (ankKanToH

Mnn 6eH30XMHOHaLeTaT), KOTOPbIW
IN RKLIROOAIATCGA TIiNUVAMNIA



AIKanToOH - eClin OH HE MOJTHOCTbLIO
9KCKPETUPYETCA C MOYOU - OTKNAObIBAETCH B
XPALLEBOWU N OPYron COeANHUTENBLHOU TKaHW,

obycnoBnueas nx NOTEMHEHME N NOBbILLIEHHYIO
XPYMKOCTb.

Uallie Bcero nepBou NOABASAETCA NUTMeHTaLUS
CKINep U YLHBLIX XPALLEW.
PaaukansHOro nevyeHmna HeT, UCMonb3yeTCcA
cumMnmomamuyeckass meparnus v bosnbuiue 0o3bl
ackopbuHoeoU Kucsiomeil.



Flpo6y MOYK 60anoro renaTouepe6paan0|/|
anctpoduen (bonesHb BunbcoHa — KoHoBanosa)
HaHHOCAT Ha UNbLTPOBasibHYO Oymary u
BbICYLLMBAIOT.

Ha BbICYLLUEHHYIO MPODY MOYM HAHOCAT Kanto
peakTuBa (HernocpeocmeeHHO rnepeo rnocmaHoeKou
peaxkuuu
pacmeopumse 8 5 M1 auemoHa 0,1 2 opmomosiyuouHa
u 0,5 2 poOaHUCMo20 aMMOHUS).
[loaBneHne B TedeHne 30 ceKk CUHEro okpalunBaHuS
yKa3blBa€ET Ha NOMOXUTENbHbIW pe3ynsraT
(3KCKpeuna megm noBbILLEHA).



bone3Hb BunbcoHa — KoHoBanoBa
(FrenaTouepebpanbHas
ONCTPOOUSA, renaToNieHTUKynapHas
aereHepauunsa, bonesHb Bectpana —
BunbcoHa) —
HacrieocmeeHHoe HapyuweHue memabornu3smMma
MeOou, MpueoosaWee K maxxkeneuwum
riopaxeHusiM ueHmparbHOU Hep8HOU cUCMEMbI
U 8HYmMpeHHUX op2aHos.



[narHoctupyetca y 5-10 % 601bHbIX LIUPPO30M
neYyeHn OOLWKOMbHOro M WKOMBHOMo Bo3pacTa.
3aboneBaHue rnepedaémcsi aymoCOMHO-
peueccusHo.

[eH ATP7B, MyTaLuM KOTOPOro BbI3bIBAOT
3aborneBaHne, pacnosioXXeH Ha 13- XpoMmocome
(yd4acTtok 13q14-921)

[ eH koaupyet P-tun AT @a3ski, KoTopas
TPAHCNOPTUPYET MEebL B Kelndb U BKITIOYAET €€

B LIEPVYJ10MJia3SMUH.



AYTOCOMHO-PELIECCUBHbIN TUM HacnegoBaHnsa 6one3Hn BunbcoHa.

25 % BEPOATHOCTb POXAEeHMNA BONbLHOro y poanTenen-reTepo3nroT

o o <>



AHrMMncknn Heeporor Camroens Bunbcox
(S. Wilson, (1878 - 1937) B 1912 roay
onucan y 60nbHbIX:

* TUNUYHbIE N3MEeHEeHNA B TONTOBHOM MO3re,
*KIMMHUKY HOBOIo 3aboneBaHus,
*yCTaHOBUI1 NOCTOAHHOE Hannyne umpposa
NnevyeHun
* M Ha3Baln NaTonoruio
NpPorpeccUBHOU NEHTUKYNAPHOU
AereHepauven
(nart. lenticularis Ye4yeBMLEOOPA3HbLIN).



bblNo NpeanonoXeHo, Yto reH PRNP
(kooupyeT NPUOHHbIN BENOK, aKTUBEH B
OfTOBHOM MO3re 1 gpyrmx TkaHsax)

yHACTBYET B TPAHCNOPTE MELN.

A Bapuauun B reHe PRNP MOryT USMEHUTL
TeyeHune bonesHun, yBenmimBasa Bo3pacT
nosiBNeHmnsi 3aboneBaHna U BNUAA Ha TUN

CUMNTOMOB, KOTOPbLIE pa3BMUBaOTCA.



Meab B opraHnU3me BbIMOSTHAET MHOXECTBO PYHKLNM.
B 0CHOBHOM OHa siBNsieTCA KOPAKTOPOM 151 TaKUX
doepMeHTOB, KakK
uepyrionnasmuH, uumoxpoM -C-okcuoa3sa,
doghamuH bema a2udpoKcurasa,
cyrnepokcuooucMymasa u mupo3uHa3sa.

Mepnb BcacbiBaeTc U3 JKKT B TOHKOWU KULLIKE:

TpaHcnopTHbI 6eniok Ha CMT1 ( Copper Membrane
Transporter 1) nepemellaeT Meab BHYTPb KIETOK.



HacTb Meaun CBA3bIBAETCH
C MemarsilomuoHeuUHoM, a apyras —
nepemMellaeTca B annapart [ onbaXy ¢ NOMOLL IO
TPaHCMOPTHOro benka ATOX1.

B annaparte [ onbgkn B OTBET Ha NOBbILLEHUE
KOHUEeHTpauun meau
gpepmeHm ATP7A ( Copper-transporting ATPase 1)

BbICBOOOXOAET 3TOT NIEMEHT YEPE3 BOPOMHYIHO
8EHY B [E€YEHb.



b renatoumnTax oenok ATP7B

1) cBA3bIBAET Meb C LepynonsiasMmmMHOM U
BbICBODOOXXOAET €ro B KPOBb,

2) ynanseT n3bbITOK Meau C BblIAENAOLLENCAH XKENYbIO.

[Tpn 6onesHn BunbcoHa obe dyHKumm ATP7B
HapyLLEHBbI.

Meab HakanmMBaeTCs B TKAHU NeYeHn:
LepynonnasMuH NpogosnkaeT BblAeNATbCA, HO C
HegocTaTkoM Meau (anouepyrnoniasmuH)

1 ObICTDO Da3bvilaeTcd B KDOBOTOKE.



norga meaum B nedyeHm CtTaHOBUTCA OOJblLUe,
yeMm DENKOB e€ CBA3bIBAOLLMX,
MPONCXOOUT NX OKUCIIUTESNbHOE NOBPEXOEHNE .
ITO NpPUBOAUT K 2eriamumy, ¢oubposy
N B UTOTE K LUPpPO3Yy.

Takke 13 ne4yeHn B KpPOBOTOK BblAensieTcsa Meqpb,
KOTOpas HE cBA3aHa C LlepynonjaiasMmmuHOM.
OTa cBOOOAHAs Meb 0OceaaeT Nno BCEMY
OpraHnamy, 0CobeHHO B NoYKax, rnasax u
rOfTOBHOM MO3re.



OCHOBHYIO pOSib B NaToreHese urpaet
HakKonmneHue mean B Hep8HoOU MKaHU
(0ocobeHHO nopaxkeHbl basasibHbIe raHrnum),
flo4YKax, ne4eHuU n poa2osuue N ToOKCcUu4yeckoe
noBpexaeHme Megbio JaHHbIX OpraHoB.

HapyLueHne metabosnnima BblpaXkaeTcs B
HapyLLEHUN CUHTE3a N CHMXKEHNN B KPOBW
KOHLIEHTPpaUWUn yepyriornasmMuHa.



[lepyrnoniasmuH y4acTBYET B NpoOLIecCe BbiBEAEHUS
Meaun 13 opraHmama.

B neyeHn doopmMumnpyeTca KpyrnHoy3noBOUN UNu
CMELLaHHbIN LINPPO3.
B noykax B nepBylo ovyepenb cTpagaroT
NPpOKCMMaribHble KaHanbLbl.

B ronoBHOM MO3re noMmMmMo 0CODEHHO CUSTbHOIO
nopakeHusi basasribHbIX FTaHITIMEB, NOPaXXatTCH
3ybyaroe apo Mo3xeyka U YyepHas cybcrtaHLms.
OTnoXxeHne Meaun B JecLieMeToBo MeMOpaHe rrasa
NpuBOoaAUT K POpMUPOBaHUIO KOSbLla Kansepa-
dneniiepa.



Konbua Kansepa-dneniiepa:
»XenrtoBaTo-3eneHad unm 3efnieHoBaTo-
KOpUYHEBASA NMUIMEHTALIUA MO

nepuepnn poroBuLibI Ha JeCLIEMETOBON
MEeMOPAaHE (3apHss norpaHnuHasi MembpaHa).

KonbLa - OTNoXeHUa Meau Ha rpaHuLe
POroBULLbl U CKI1EPHLI BHYTPW OT [IMMOa POroBULIbI,
B NepBYIO o4yepenb NosaBnatTcda B opme
NONynyHUa Ha BEPXHEM Kpae poroBuLpbl.



JICHCHVIC
[laToreHeTn4yeckoe nevyeHne HanpaBneHo Ha BbiBeAeHne meam u3
opraHnama. [1ns aToro NPUMEHSTCA KOMMI1EKCO0OPa3yoLLINE

coeanHeEHNA: TNOJibl, nEHNLUWI1IJ1IaMUH.
JleyeHne neHnymnnamMmmHoOM conpoBoXgaetcAd 3aMeTHbIM YyIlydHlLleHUnem
COCTOSIHUS BOMbHbLIX UINMKX Aaxe npmBoAUT K NoSIHOW NUKBMaaumm CUMMNTOMOB.

[neta Ne 5 — c orpaHu4yeHmem megu 0o 1 Mr B CyTKU —
MCKIIOYEHME LLIOKoNaaa, opexoB, CyXOoPpyKTOB, PakOB, NEYEHMN,
LlenbHOW neHunubl.

[1penapaTtom Bbibopa aABnsaetTca KYNPEeHWI (neduunnnammH),
KOTOpbIN adhcbekTmBeH B 90 % cnyyaes. [1-NeHUUUNNaMmH
mnm YHUTUOI.
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