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HykieonporemHbl — 3TO  CJIOXHBIE  OCIIKH,
COCTOSAINUE M3 2-X YacTeu:. OCEJIKOBOM (COHCPKUT
TUCTOHBI W IIPOTaMMHBI,  PEXE albOyMHUHBI U
IT100YJIMHBI, KOTOPKIE SBJISSCH OCHOBHBIMU O€JIKaMH,
OPHUIAI0OT OCHOBHBIE CBOMCTBA) M MOPOCTECTHYECKOM
(o 65%), nOpencTaBICHHOW  HYKJICHHOBBIMHU
kucinoramu (JJHK w PHK), cooOmaromumu
KHUCJIIOTHBIE CBOMCTBA. DB3auMoaenucTBue MEXAY
STUMHU YaCTSIMU OCYIIECTBIISECTCI MO WOH-UOHHOMY
MEXaHU3MY.

B HykieonporeMHax OejikoBasg U HeOeJIKoOBas
yacrthb saBaswrcsa BMC.



buojiornueckoe 3HaueHue HYRJICOTHIO0B

Pubonykneo3ua- U Ae30KCHpUOOHyKiIeo3uadocdarbl - CYIMIECTBEHHEHIIIUE KOMIIOHEHTHI
KJIETOK.

*Hyxneosunrpudocdarst (HTD) ucnonsizyrorcs B kauectBe cyoctparos cunte3a JJHK u PHK

[{ukn AJID-ATD® ucnons3yeTcss B KaueCTBE YHHUBEPCAJIBLHOIO MEXaHU3Ma TpaHChopMaiuu
SHEPIUU OKUCIICHHS B SHEPTUI0 OMOCUHTETUYECKUX MPOIECCOB.

*[Ipon3BOHBIE HYKJICOTHUIOB CIyKaT JIOHOpaMH aKTHBHBIX CyOCTpaToB B CHHTE3€
nosmcaxapuioB, aunuaoB u 0enkos. Hanpumep: Y®-rmrokoza, [IM®-aneTunueiipaMuHoBas
KHMCJIOTA PUHUMAIOT YYaCTHUE B CHHTE3€ INIMKOT€HA U TIIMKO3aMUHOIIMKAHOB; [[/Id-xomuH - B
cuHTe3e (GochOTUINIOB.

*V]J1®-mmokypoHoBasi kucinora, DADC, S-aeHO3MIMETHOHUH - HAan0O0JIee YacThle YYaCTHUKU
YHUBEPCAJbHON CHUCTEMBl JIETOKCUKAIIMK, OOECHEeUnBAIONIEN IMOCIEAYIOIIEe BbIBEACHUE
KCEHOOMOTUKOB (UyKEPOJHBIX BEHIECTB) U HEKOTOPHIX COOCTBEHHBIX META0OJUTOB U3
OpraHu3Ma.

sAM® Bxogur B cocraB kodepmentoB aermaporenas (NAD', NADP'", FAD, FMN) u
anumpoBanus (KoA).
*C MOMOIIBIO UKINYECKUX GopM HYKIEeoTH10B (HAM®D, ul' M®) ocyiiecTBiseTcs nepeaaya

B KJIETKy CHUTHAJIOB FOPMOHOB, (haKTOPOB pOCTa, HEHPOMEAMATOPOB U HEKOTOPBIX JIPYTHX
PErYIATOPHBIX MOJIEKYII.



Pacnaa nykjiaeonporenaoB B ZKKT
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MpakTu4yeckn Bce NPOAYKTbI NepeBapuBaHUA "
BCaCbIBaHUA HYKIEOTMAOB HEe WCMNONb3YITCH
OpraHn3Mom, a noaBeprarTcsA KaTabonusmy u
BbIBOOATCH.
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MoueBas KMcnora

0
§ MoueBasi KMCJ10Ta - OECUBETHBIE KPUCTAJUIBI,
N | o TWIOXO pacTBOPHMBIC B BOJIC,
/I,\ XOPOIIIO B paCTBOPAX IIECIOYEH.
0 N N
N H

OOpasyeT coJiu ypaThl, CO CpeaHel

PacTBOPUMOCTBIO B BOJIE
MoueBas KHCJIOTa

(2,6,8-TPHOKCOITYpHH)

Hopma B CbLIBOPOTKU KPOBM:

© 0,2 -0,42 mmonb/r;

2 0,15 - 0,36 mmonb/n

BbigenseTtcsa B Buge moyeBon Kucnotbl 1 ypatos: 0,4 - 0,6 r/cyT.



1.

NMOOAIPA

XpOHU4YEeCKOE reTeporeHHoe 3aboneBaHue,
XapaKkTepna3yeTcs OTIIOKEHUEM B Pa3fMYHbIX TKAHAX
opraHu3ma KpucTtanmnoB ypaToB U MOYeBOU
KUCIOTbI.

B ocHOBe neXxut HakonneHne Mmo4eBon KNCIOTbI U
YMEHbLLUEHNE ee BbliAeNeHNs novkamu, YTo
NPUBOAUT K MOBbLILLEHUIO KOHLIEHTPAaLU MK NocneaHeN
B KpOBU (rMnepypmkemMmms).

KnnHn4yeckn nogarpa nposBnAeTcS
peunagmBmpyoLLIMM OCTPbIM apTPUTOM U
obpa3oBaHMEM rnoaarpmyeckmx y3nos — Topycos.
[TpomncxognT Takke nopaxkeHne BHYTPEHHUX
opraHoB






MexaHu3m pa3BUTHA TOAArphl

[ nnepypukemus — [MoueBas kuciora] > 0,6 — 0,76 Mmonb/1

Kpucraiuiel yparoB OTKJIAJIBIBAOTCA B TKAHIAX —P»
—» B cycraBax ux parouuros noJauMopHO-IACPHBIMU

b —>
JICUKOLIUTAMH =¥ MCAUNATOPbI BOCHAJIICHUS —

— PassuBaercsi OCTPBIU ITOJATPUYECKUU APTPUT —»

XPOHUUYECKUN MOAATPUUECKUN apTPUT HPUBOIUT
K AeopMali CyCTaBOB
—» [loxarpa

—> —>



PaKTOpbl PUCKa

My>kckow non.
[ToXnnown Bo3pacTt

CKNOHHOCTbL K YyNoTpebneHunto msca,
ankorons, ocCobeHHO nmBa u BMHa.
KonebaHusi ypoBHA pH KpoBu u
CUHOBMAanNbHOW XXUOKOCTW.

dunsnyeckme neperpysku, B TOM 4Yncre un
cTaTU4yeckme — B TECHOU 00yBM
OCODEHHO YacToe rnopaxeHue
OonbLOro nanbLua CTonbl.

[lepeoxnaxaoeHue.

YMeHbLlLUEeHUe BbiBEOEHUSA MOYEBOU
KUCIOTbl MOYKaMW.



[eHMU-NogarpuKkn

Y. MapBen
Y. apBuH
P. BakoH
®d. b3koH
Fanunen
HblO0TOH
JNTnHHen
IlenoHuy
U. KaHT

b. PpaHKNUH
P. Bounb

e AXunn

e A. MakeaoHCKUu
* NoaHH NpPO3HbIN
e Poo Meanunu

e MukenbaHpxeno
e MapTuH JlroTep
e JXaH KanbBuH

e CTeHaanb

e MonaccaH
 TypreHeB U.C.

e [eTe

 bucmapk
 CyBopoB A.B.



JleyeHue rmnepypukemMumm

OCHOBHBIM  @IpeNaparoM, MCIOJb3YEMbIM IS JICUCHUS TUIIEPYPUKEMHH, SBJIACTCS
aJIJIOIYPUHOJ — CTPYKTYPHBIA aHAJIOT TMITIOKCAHTHHA
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~ HN "

0> O

\N N/ \N :
H H

ANnonypuHon MNOKCaHTHH

AJLIOMYpHHO OKa3bIBa€T JBOSIKOE JICMCTBHUE HA OOMEH ITyPHHOBBIX HYKJICOTH/IOB:

*UHTUOMPYET KCAaHTUHOKCHUJA3y UM OCTAHABJIMBAECT KarabOJW3M IMYPUHOB HA CTaJUU
00pa30BaHUsl TMIOKCAHTHHA, PACTBOPUMOCTh KOTOpOro modTu B 10 pa3 Bhlllle, 4eM MOUYEBOMH
KHCJIOTHI. JleiicTBHe mpenapara Ha (QEepMEHT OOBACHSETCS TEM, YTO CHadyajla OH, MOJOOHO
TUIIOKCAHTU-HY, OKUCIISETCSA B TUAPOKCUITYPHUHOJI, HO P 3TOM OCTAETCS MPOYHO CBSI3AHHBIM C
AKTUBHBIM IIEHTPOM (PEPMEHTA, BbI3bIBASI €T0 MHAKTUBAIIHIO;

*C JIpyrOM CTOPOHBI, OyAy4H MCEBIOCYOCTpParoM, ajUIOMyPHHON MOXKET MPEBpAIaThCs B
HYKJICOTHJ 1O  '"3amacHomy"' mnyTd u  uHruoumpoBatb  DOPJD  cuHTeTasy wu
amunodocdopudo3unTpancdepasy, BbI3bIBaAI TOPMOKEHUE CUHTE3a ITYPUHOB de novo.
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CuHTe3 nypuHoB de novo
1. ObpasoBaHue S5-pocdopunbosnn-1-gudocdarta

[MHOKO3a [losbiweHas akTnBHocTb OPOD-
cuHteTasbl npusoaut K NOLOAIPE
(peLeccuBHbIN TUM HacnegoBaHUS,
oL cuenneHHbI ¢ X-XpOMOCOMOW)

¢ i
9 O<p-p |
0" + AMO

I OPO®-cuHTeTasa CH, o

0 H H + AT® - - <") ?
OH " 1 0-P-0-P~T
HO OH /,/ ! HO OH o)} o]
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Ao, AT®, A0, I'Te®



CuHTE3 NypMHOBOIO LMKIa
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buocuHTe3 NypUHOBBIX HYKJI€0TUA0B (AM®D u I'MD)
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OoOpa3zoBaHue HYKJI€03U1- AU- U TpUdocharos

Oo6pazoBanue AT® u I'T® npoucxoaut noj AeHCTBUEM TPyNIibl (HEPMEHTOB — KMHA3
kiacca Tpancdepas. AMD u 'M® npeBpaiarorcs B Hykieosuaaudocdarsl (HID) c
MOMOIIBIO CIEU(PUYHBIX K @30TUCTOMY OCHOBAHMIO HYKJI€03UAMOHOGOC(hATKUHAB
(HM®-xuna3) u AT®. Tak, aneHnnaTKuHa3a Karaau3upyeT PEaKInIo:

AM® + AT — 2 AJID,
d FyaHI/IJ'IaTKI/IHaBaZ
TM®D + ATD — [JID + AJID.

B3auMonpeBpaiieHus Hykieo3uaaudocdaroB U Hykieo3uarpudocdaron
OCYIIECTBIISIET HYyKJIeo3uA-Tudocharkuraza. IToT pepmMeHT B otanuue oT HM®D-
KMHa3 00/1a/1aeT IIUPOKOM CyOCTpaTHON cIeM(DUIHOCTHIO U, B YaCTHOCTH, MOXKET
KaTaJIM3UpPOBATh PEAKITHIO:

JJID + ATD — I'TD + AJD.

IIpeBpamenue AJI® B AT® nmpoucxoaut, B OCHOBHOM, 34 CYET OKUCIUTEIHLHOTO
docopunrpoBaHus WM B pEaKIUSIX CyOCTpaTHOro GocHoprinpoBaHus NIMKOJIN3a
WUJIA IIUTPATHOTO IUKJIA.



"JanacHble'" MyTH CHHTE3a MYPUHOBBIX HYKJICOTUIOB (peyTUIN3 AU
a30THCTBIX OCHOBAHUI U HYKJICO3U10B
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Henocrarouynoctsb pepMeHTOB ''3amacHbIX yTei'" CMHTE3a MyPUHOBBIX
HYKJIeoTUuA0B. Cunapom JIéma-Huxena

B psne ciaydaeB NMpUUMHOM ranepypukeMHUM, U30BITOUHOM SKCKPEIMU MyPUHOB C MOYOM U
mojarpbl SBJISIOTCS HapylieHWss B pabore ¢(epMeHTOB 'MyTH cHaceHus" MypUHOBBIX
OCHOBaHUN.

Cunapom JIéma-Huxena - 1spkénas ¢gopma TUNEpypUKEMHUM, KOTOpas HaCJEmyeTcsl Kak
PEUECCUBHBIN MPU3HAK, CLEIUIEHHBIN ¢ X-XPOMOCOMOW, ¥ MPOSABIAECTCS TOJIBKO Y MAJBYUKOB.

bosie3nn BbI3BaHA MTOJIHBIM OTCYTCTBHUEM AKTUBHOCTH TUITOKCAHTHH-
ryanuH@oedopubdo3unTpancdepasbl U COMPOBOKIACTCS TUIEPYPUKEMHUEH C CoOJIep)KaHUEM
MOYE€BOM KUCIIOTHI OT 9 110 12 MI/y1, 4TO NpEBBIIAET PaCTBOPUMOCTh YPaTOB IIPU HOPMAJILHOM
pH mma3mbl. DKCKperus MOYEBOM KHCIOTHI y OONbHBIX C cuHapomoMm JI€ma-Huxena
npesbimaeT 600 Mr/cyT 1 TpeOyeT 111 BRIBECHHS 3TOr0 KOJW4YeCcTBa Mpoaykra He MeHee 2700
MJI MOYH.

VY nereli ¢ maHHOM MATOJIOTMEW B PaHHEM BO3pACTe MOSBISIOTCS TO(YCHI, YpaTHbIe KaMHU B
MOYEBBIBOJISIINX ITYTSIX U CEPbE3HBIE HEBPOJOTHYECKUE OTKIIOHEHWS, COIPOBOXKIAOIINECS
HapyIIeHUEM pPEUH, lepeOpabHBIMU MapaindyaMy, CHUKEHUEM HHTEIUIEKTA, CKJIOHHOCTBIO K
HAHECEHUIO ce0e yBeuni (YKYChI I'y0, sSI3bIKa, MaIbIIEB).

B mnepBble MecsIbl KHW3HW HEBPOJOTMYECKHE PACCTPOMCTBA HE OOHAPYKMBAIOTCS, HO Ha
MeJIEHKaX OTMEYaroT PO30BBIE W OPAHXKEBBIC IISITHA, BBI3BAHHBIE NPUCYTCTBUEM B MOUE
KPUCTAJIJIOB MOYEBOM KUCIOTHL. [Ipu OTCYTCTBUM JIeUeHUsI OOJIbHBIE TTOTM0AI0T B BO3pacTe J10
10 net u3-3a Hapy1ieHUus: GyHKIIUHA MOYEK.



CHHTEe3 MUPUMHUIMHOBBLIX HYKJIEOTHIAO0B (CXeMa).
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BUOCUHTE3 NMPUMUONHOBbIX HYKINTEOTUOOB
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KHNHa3a

VM® + AT® == VII® + Al

KHNHa3a

VD + AT® =—> VT + AJI®

CHHTE3 UMTHUAUIOBBIX HYKIICOTHUIOB.

2+
Mg
YT® + I'mu + ATO ]_[T(D—CI/IHT HTD + I'ny + AJID + ®H

AMHHHUPOBAHUC TCTa3a
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[IpeBpaiienre puOOHYKICO3110B B
NE30KCUPUOOHYKIICO3HU/IbI

ATO AIICEHDH
PuboHyKI1I€031/1- Mg 2+ 2 Ie30KCH-
Judocdarer (HAD) HID- > pubo-HJID
peayKTasa
-
BoccTaHOBIEHHBIN OKUCICHHBIN
THOPCIOKCHH THOPCIOKCHH
OEJIKOBBIM
f(O(l)aKTOp) | | | |
JIOHOP DJICKTPOHOB SH SE TI/IOPQHOKCI/IH S - S
peayKTas3a
———(HaBoRpoTeH)—
HAJI® HAJI®-H2
(xoakTop) (nenTo30(ocdaTHbIi MyTh)

Ota cinoxHas (epMeHTaTHBHAS cucTeMa (DYHKIIMOHUPYET B KJIIETKE TOJIBKO B MIEPUOJ
aktuBHOro cunresa JIHK u nenenus.



Peryisnys OMOCHHTE3a THPUMUIUTHOB
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Cnacnbo 3a BHumMaHume!



