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[ophupuHbI — 3T0 TETPaMPPOIOBHIE TUTMEHTHI, KOTOPbIE
BBITIOJTHAIOT POJIb IPOMEKYTOYHBIX MPOAYKTOB Ha ITyTH OHO-
CHHTE3a TeMa 3 TIHMIMHA B CYKIMHIWI-KOA (akTHBHpYyeMOro
nupuIokcabpocdarom) ¢ 00pazoBaHUEM d-aMHHOJIEBYIMHATA
(5-6-amunoNeBYIMHOBOM KHcnoThl — AJIK) 1 mopdoOunmHore-
Ha (ITBI'). OnHa Mosekyna reMa CHHTE3UPYETCsl N3 8 MOIeKyIl
AJIK. T'eM — KOMILIEKC JIBYXBaJICHTHOTI'O Keje3a ¢ IMPOTOIOop-
¢uprHOM [X (DyHKIMOHMpYET B Ka4ecTBE MPOCTETHYCCKOU
IPYIIIbI TeMOIIPOTENHOB, TAKUX KaK N'eMOIIOOMH, LINTOXPOMBI,
Karanasa v TpunrodaHokcurenasa. Ero OMOCHHTE3 KU3HEHHO
BaKCH U MPOUCXOIUT BO BCEX a3POOHBIX KIICTKAX OpraHM3Ma
yenoBeka. OnHako HanOonee MHTEHCHBHO CHHTE3 TeMa OCy-
LIECTBIISIETCS B KJIETKaX MEYEHN U KOCTHOTO MO3ra.
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1. Buocunre3 rema. CuHTE3 rema MpoOUCXOIUT B 8 3Ta-
OB, ISl K&XKJI0TO U3 KOTOPBIX XapaKTepeH CBOH crienudu-
yeckui (hepMeHT (4 MUTOXOHAPUANBHBIX U 4 IIUTO30JIHHBIX).
Cxema OMOCHHTE3a TeMa ¢ BOBIICUSHHBIMU B HETO SH3UMaMHU
mpeacTaBieHa Ha puc. 1.

AJIK-nmeruaparaza KaTalu3UpyeT KOHJAEHCALMIO JBYX
MOJIEKYJT d-aMHHONIeByMHara ¢ oOpazoBanueM I1BI. 4 mo-
nekyisl [1IBI" o6pasyror ypornopduporen 111 B aByx nocneno-
BaTeJIbHBIX PEAKLMAX, KaTaJIM3UPYEMBIX TETPaIMPPOILHON
THAPOKCUMETHIOMIAHCUHTA301 (Tarke M3BECTHOM Kak Top-
(obummHorencunTasa — [1bI'C, mopdobmmHoreHaeKapook-
cuiaza, wim ypornopguporeH-I-ciuaraza) u ypornopghuporeH-
[I-cunTazoit. [MapOKCMMETHIOMIAHCHHTA3a KaTalIu3UupyeT
3aMbIkaHKe 4deTbIpex Monekyn IIBIT myrem mocnenoBarens-
HOTO JIe3aMUHHUPOBAaHMS ¢ 00pa30BaHUEM TETPAUPPOILHOTO
THApPOKCUMeTHIOWana.  Ypornopduporen-llI-cuarasa kara-
JH3UPYET MEPECTPOUKY M OBICTPYIO IIUKIH3AIMIO THIPOKCH-
MeTwiOnIaHa ¢ obpasoBanueM yponopduporena II1. TTsaTerit
(hepmeHT, yporiopduporeHiekapooKcuasa (ypornoppuporeH-
[I-nexapbokcnnasa), KaTaau3upyeT IMOCIeI0BaTeNIbHOE Yy/ia-
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MuTtoxoHapua

AJIK-cuHTasa
FnuuuH + cykumuun-KoA———

Puc. 1. Cxema 6nocunTe3a rema.

JICHHE YeThIpeX KapOOKCHIIBHBIX TPYII C AlleTHIMPOBAHHOM
cTopoHsI 1ieneit yponopduporena I1I ¢ odpa3oBanueM Korpo-
nopdupunorena I1I. 1o coenuHenue B AaibHEHIIIEM MOCTY-
MaeT B MUTOXOHJIPHUH, TJIe KOIPONOp(hUPHHOTCHOKCHIa3a (I11e-
cToii (hepMeHT) KaTaIu3upyeT JeKapOOKCUINPOBaHUE JIBYX U3
YeThIpeX MPONMUOHWIBHBIX TPYII ¢ 00pa30BaHUEM JABYX BH-
HWJIBHBIX TpyI npotornopdupunoreHa [X. /lanee nporomnop-
(upuHOreHokcHaa3a okuciser nporonopdupuHoren 1X no
nporonopdupuHa [X myTem otiierieHns: 6 aToMOB BOJIOPO/IA.
[pomykT peakmun — nopdupHH, OKKCIIeHHas Gopma, B OTIHU-
Yyue OT TETPAUPPOJIbHBIX MPEALIECTBEHHUKOB (OpGUPHUHO-
T'€HOB) — BOCCTAaHOBHUTENbHBIX (DOpM. B rTore 1ByXBajeHTHBIH
HOH JKeJie3a HHKOpIopHupyeTcst B mpotoropdupus 1X ¢ odpa-
30BaHUEM TeMa (PeaklMIo KaTaJu3upyeT BOCHMON (hepMEHT,
(heppoxenarasa, Tak)Ke U3BECTHBII KaK F'eéM CHHTETa3a).

Perymsiumst cuaTe3a remMa B KOCTHOM MO3TE M TICYCHH pas-
au4Ha. B medeHM OCHOBHOM IeTepMUHAHTONW OOpa30BaHUSA
rema ciyxuT ypoBeHb AJIK-cuHTa3bl, TOTIa Kak B KOCTHOM
MO3Te CHHTE3 TéMa 3aITyCKaeTCs CIIOKHBIM TPOLIECCOM n-
(bepeHIIPOBKY SPUTPOUIHON KiIeTKU. VIMEHHO Mo3TOMY, Be-
PpOsiTHO, 1edeKThl (HepPMEHTOB CHHTE3a reMa B SPUTPOUIHBIX
KJIETKaX W TEYEHH MPOSBISIIOTCS TTIO-PA3HOMY.

B medenu KiIr04eBYI0 poib MrpaeT (epMeHT IEepPBOro
stana — AJIK-cuHTaza (cuHTETa3a), KOTopas 3a CUeT W3-
MEHEHHSI CBOCH aKTUBHOCTH JIMMHUTHPYET CKOPOCTh CHHTE-
3a rema. @epmentsl, AeiictByromue nocie AJIK-cunTassbl,
MIPUCYTCTBYIOT B U30bITKE. 1o BIUSHUEM HHAYIHPYIOMINX
(hakTOpPOB aKTMBHOCTH ATOTO (PEePMEHTA MOKET U3MEHSITHCS
B 5—6 pa3, a MpH HAKOIUICHUH KOHEYHOTO IPOAyKTa (reMa)
akTuBHOCTH AJIK-CcHHTAa3bI yrHETaeTCS [0 MPUHIIHITY 00paT-
Ho# cBs3u. Cunre3 AJIK-cMHTa3bl B IEYEHN MHIYLUPYETCS
OOJIBIINM YHCIIOM JKUPOPACTBOPHMBIX BEILIECTB, CTEPOUIA-
MH U XHMHUYECKAMH COCJAMHEHUSMH, KOTOPBIE CITyXKar Ccyo-
CTpaTaMy ¥ HHAYKTOpaMH T€MONPOTEHMHOBBIX LIUTOXPOMOB
P-450 — xoHEUHBIX OKCHAA3 HA MyTH MUKPOCOMHOIO METa-
Oosm3ma (papMaKoIIOTHUECKUX CPEICTB. DTa WHIAYKIHS MO-
JYJITUPYeTCsl MHOTOYMCICHHBIMH T€HETHYECKUMH, MeTabo-
JTMYECKUMHU (paKTOpaMu U GaKTopaMu OKPYKaroleil Cpepl.
[pu mophupusx, Mpu KOTOPHIX CHMIITOMBI IPOBOIHPYIOTCS
HEKOTOPBIMH JIEKaPCTBEHHBIMU IIpernapaTaMiu, B3auMO3a-
BHUCUMOCTh CHHTE€3a TéMa U MHKPOCOMAJIBHOTO OKHCJICHHS
9TUX [IPEnapaToB IpUoOpeTaeT OO0JbIIOE 3HAYECHUE.

B kmeTkax KOCTHOrO Mo3ra, B KOTOPBIX IPOUCXOIUT
MIOJIHBIA CHHTE3 TeéMa, OTPaHWYMBAIOIIAs CKOPOCTh peak-
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LUuto3onb

5-5-amnHoneByMHOBas
Kucnorta (d-aMUHONEBY/IMHAT)

MBr-cnHtasa
MopdobunuHoreH

|

F'mapokcumeTun6mnaH

mopokcumeTun
OunaHcuHTasa

MpoTtonopdpupnHoreH IX¢————— — KonponopoupuHoren Il

nus Taloke karanusupyercs AJIK-
CHHTAa30{, HO €e POJib B CHHTE3e
reMa BO BpeMms jaejeHus, mudde-
PEHLIMPOBKY U CO3PEBAHUS KIIETOK
IPUTPOUIHOTO psiia H3ydeHa Xy-
xke. B mpornecce cozpeBaHust 3TUX
KIETOK M3 HHUX HCYE3aloT sapa U
MUTOXOHJIPUU U, CJIEAOBATENBHO,
MUTOXOHIpHAJIbHbBIE (bepMeHTBI
CHHTE3a I'eMa, TOorJja Kak LIUTO30JIb-
Hble (DepPMEHTHI, KaTaJU3UPYIOIINe
peakimn mexnay AJIK wu xompo-

®deppoxenatasa Yponopduporen
| l Il cunTasa MOp(UPUHOTECHOM, COXPaHSIOTCS.
MpoTtonopdupux IX B cBs131 ¢ 3TUM 3PUTPOIUTHI MOXK-
. YponopdupuHore lii HO HUCIOJIb30BaTh JIJISl AMArHOCTUKU
p?;ﬁ';igj’”a%v;“o' YpornopduporeH- nopGupuii, CBI3aHHBIX C Je(PEeKTOM
A KonponopdupuHo- nekap6okcunasa TOJILKO IIUTO30JbHOTO (PepMEHTA.
reHokcmaasa

[MopdupuHoTreHsl  3aHUMAIOT
IIPOMEXKYTOUHOE IOJIOKEHHE MEX-
ay I1BI" u mporonopdupunom. Onu
OeCIBETHBI M HE (DIFOOPECIUPYIOT.
3a HCKITIOUYEeHUEM MpoTonophruprHa
MOpGHUPUHBI — 3TO TOOOYHBIE TPO-
JIYKTBI, KOTOPBIC TIOKWIAIOT MyTh OMOCHHTE3a BCIICACTBHUEC
HEOOpaTUMOI0 OKHCIIEHUS COOTBETCTBYIOLLEIO IMOpPQHUPH-
HoreHa. [lopdupuHBl HE BBINOIHAIOT (U3NOIOTHYECKOU
(GYHKIMH, HO B CHJY CBOCH OKpackd W (IroOpecleHIINU
OMPENeNA0T HEOOBIYHbIHM IIBET MOYHM M DPUTPOLIUTOB y He-
KOTOPBIX OOJIBHBIX.

OT pacroyioXXeHns JIByX 3aMEUICHHBIX OOKOBBIX IETel
Ha MUPPOJIOBOM KOJIbLIe MOP(HUPHUHOB 3aBUCAT CTPYKTYPHBIE
THIIBI U30MEPOB, KOTOpbIe HyMepytoTes oT I no IV. B mpu-
pone Hainens! Tosabko TN [ u 111, mpuyem Tonsko tum 111
CIy’)KUT CyOCTPaTOM KOHEYHBIX ATANOB PEaKLUH, Beaylien
Kk oOpaszoBanuto nporonopdupuna IX u rema. [Ipu pacnazne
remMa o0pas3yloTcsl He TOPQHUPUHBI, a HEIIMKIINIECKUE TETpa-
MIUPPOJIBI, HA3bIBAEMbIE KETYHBIMU TUTMEHTAMH.

2. Ilarorene3 nmoppupuii. Henocrarounocts crenudu-
4ecKrX (PEpMEHTOB 1IN CHHTE3a TreMa IMPUBOIUT K Hapy-
LICHUIO ero OMOCHHTE3a U HAKOIUICHHIO B OpraHu3Me Mop-
(MPUHOB W/WJIHM UX TIPEANICCTBEHHUKOB. Takue HapyIIeHus
COIIPOBOXKJAIOTCS KIMHUYECKUMHU MPOSBICHUSAMU U IIOJTY-
YUK Ha3BaHUE OPPUPHUH.

[opdupuu — rpymmna reTeporeHHbIX, IPEUMYIIECTBEHHO
HacJIeCTBEHHBIX 3a00JIeBaHUM, B OCHOBE KOTOPBIX JIEKaT
HapylIeHus: OMOCHHTE3a reMa M HaKOIUIEHHE B OpraHH3Me
NOP(QHUPHHOB W/UITN UX MPEANICCTBEHHUKOB C MX MOBBIIICH-
HBIM COZIEP’KaHHEM B KPOBHU U TKAHAX U YCUJICHHBIM BblJe-
JIeHWEeM ¢ MO4Oi 1 KajioM. Bua mopdupun onpenensercs He-
JIOCTATOYHOCTHIO OJTHOTO M3 BOCBMHU CHeU(UISCKUX (ep-
MEHTOB I1IeTIH CHHTe3a reMa. depMeHTHBIN 070K Ha JH0O00M
YPOBHE JAaHHOW LIEMU MPUBOIUT K CHU)KEHHUIO KOJIMUYECTBA
reMa M BbI3BIBACT MOBBINICHHE aKTUBHOCTH OCHOBHOTO (ep-
MEHTa, ONpeeNsAIoIero ckopocts cunte3a AJIK-cuHTa3BbI.
B nanpHeiinem npoucxoauT HaKOIMIJIEHUE TPOAYKTOB CHHTE-
3a mepes 3a0J0KMPOBAHHBIM YYacTKOM 1ernu. Kaxapii Tum
noppUPHH XapaKTepu3yeTcs crenuuueckuM BUIOM HaKO-
TUIEHUST OMOXMMUYECKHUX MPEALNICCTBEHHUKOB TeMa B 3aBH-
CHMOCTH OT MECTa HapyIICHHUs B LIenH ero onocuuTesa. Kak
NIPaBUJIO, OHKU HE 00J1a1al0T OUOJIOrUYEeCKON aKTUBHOCTBIO,
HO SIBIISIFOTCSL OCTATOYHO CHIIbHBIMH OKCHIaHTaMHu. [10100-
HOE HAKOIUIEHHE COTIPOBOXKIACTCS KIMHUYECKON KapTHHOU
KpH3a.

[TBI" m AJIK SIBISFOTCSI BOTOPACTBOPUMBIMH COCTUHEHHU-
SIMU W BBIJICIISIIOTCSL ¢ MOYOH. Yporop(pHupHHOTEH U KOIpO-
NOP(QUPHHOTEH BBIJACISAIOTCA KaK ¢ MOYOM, TaK U C KaJoM,
a MPOTONOP(GUPHHOTEH — TOJNILKO C KaJoM. PacTBopsl mop-
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(bUpHUHOB AIOT KpacHyo (Iroopec-
LEHIUIO B YAbTPa(UOICTOBBIX JIy-
yax. Beicokoe conepxanue nopdu-
PUHOB TPUAAET MOYE XapaKTEPHBIN
KpacHbIM 1BET. B TOKCHYECKUX KOH-
LIEHTPALUAX 3TH BELIECTBA OKa3bl-
BaIOT MOBpEKIAoIlee BO3/eiicTBHE
Ha HEPBHBIE BOJIOKHA U JIEPMY.

3. Knaccuduxanus noppupuii.

JIOKyMEHTaNnbHO TOATBEPKACHHOE Fem

IIepBoe oucaHue O0JIbHOM ¢ 0CTpOi
nopdupuei conepikuTcs B KOJJIEK-
uu padot ['unmokpara. Y mMononoi
JKEHILMHBI U3 rpedeckoro ropoaa Ta-
COC OTMEYAJINCh CUiIbHEHIne 0oy,
3aCTaBSIBIINE €€ KpHUYaTh, TSAXKEIIBIC
HEBPOJIOTUYECKUE  PacCTpOHCTBa
U BBLAGIEHHE MOYM KPAacHOTO IIBe-
Ta. MccaenoBarensckue paboThl O

SpuTponoatuyeckas
npotonopgupus

BapueratHas
nopcupus

MuTtoxoHapus

FMMuumH + cykumHun-KoA

MpoTtonopdupuH IX

MpoTtonopdupuHoreH IX

Uutozonb
CupepobnacTtHas
EINTE 5-3-aMUHONEBYNNHOBAS
Kucnorta (6-aMMHONEeBY/IMHAT)
Mopdumpusa
i_ BCneacTeue geduunta
ANK-pgerngpatasbl
MopdobunuHoreH
Ocrtpas
nepemMexatoLascs
i- nopdupus
FfwppokcumeTunomunaH
BpoxaeHHas
3puUTponoaTuyeckKas
% nopdupus
YponopdupuHoreH Il
HacnepncrtBeHHas + Mo3aHAsA KoxHasa
konponopdupus nopdupus
|

KonponopdupuHoreHn lll

n3y4eHuro nophupuil ObUIN HayaThl
B EBpone B XIX Beke. B 1841 . H.
Scherer oka3ai, 4To KpacHbIN 1BET
MOYH HEKOTOPBIX OOJIBHBIX 00YCIIOB-
JIeH HaJIM4ueM B Hel OompeleseHHbIX TUTMEHTOB, a He MpH-
CYTCTBUEM MOJeKys remoriioouna. B 1874 1. BepBbie Oblia
ormcana BpoxaeHHast nopdupus (Schultz H. n Baumstark
P.). Y ©onbHOTO ¢ paHHEro JeTcTBa OblLia MOBBIIICHHAS TyB-
CTBUTEJIBHOCTh K COJIHEYHOMY OOJYUYCHUIO, YBEIHMYCHHAS
cene3eHka, kpacHas Moda. B 1889 r. npuBeneHo omnucaHue
JIBYX CITy4aeB 0CTpO# nmophupuu mocjie npuema cyabpoHana
(Stocvis B. u Harley A.). B 1911-1936 rr. A. Gunter onucan
HauOoJiee 4acTo BCTpEYAroIMecss CUMITOMBI OCTPOH mepe-
Mesxaromteiicst mopgupuu (OI1I1): Gonu B )KUBOTE, 3aMI0PbI U
pBota (0ose3Hp [ToHTepa). ['anc dumep momyann Hobener-
ckyto npemuto B 1930 1. 32 paboTy 10 U3Y4YEHHIO IPOMEXKY-
TOYHBIX TPORYKTOB rema. J. Waldenstrom uzyunn ¢peHoMmen
[[BETOBOW PEAKIIMH MOYH OOJBHBIX OCTPOU mopdupuer npu
CMEIIMBAHUU €€ C PEaKTHUBOM DpIIUXa, a TaKkKe BBEJl TEPMHUH
“ocTpas nepemexaromasica noppupus’ [7]. Cauraercs, 4To
OIIIT crpananu xopons Anrauu I'eopr III u Benukuil ron-
JaHAcKui XynokHuK Buncent Baun [or.

[opdupust xknaccuduuupyercs B COOTBETCTBUU C Tpe-
Ms (haKTOpaMu: OCHOBHOE MECTO MPOIYKIIMH aHOMAJIBLHOTO
nopduprHa (MeYeHb WM SPUTPOLUTHI); OCTpas UM MOA0-
CTpasi KIMHHYecKas (opMa; SH3MMATHYECKUE HAPYyIICHHUS
IIpu OMOCHUHTE3E reMa.

C KOJIMYECTBEHHON TOYKU 3PEHUS OCHOBHBIMU MeECTa-
MU CHHTE3a T'éMa CIIyXaT KOCTHBIA MO3T U NIeUeHb, [7Ie F'eM
BKJIFOYAETCS B COCTAB TEMOITIOOMHA 3PUTPOIIMTOB U B I[H-
TOXPOMBI renarouuToB. OQHAKO B OOJIBLIIMHCTBE CIIy4aeB
(dbepMeHTaTUBHBINA Ae(QEeKT OBIBACT BBIPAXKECH BO BCEX TKa-
HSX, YTO IO3BOJISIET TOBOPHUTH JIMLIb O HMPEUMYILIECTBEH-
HOM BOBJICUEHUH B MPOLECC JIUOO MedeHH, MO0 KOCTHOTO
Mo3ra. KimmHnveckast kinaccuukanus noppupuil nmpuse-
nena Hioke [10].

Knacenpukanus

1. I1evenounvie nopupuu:

nopdupust, oOyciloBICHHAs NePULUTOM Jeruaparasbl

2

ocTpast IepeMesKaronascs mopgupus;

HacleICTBeHHast Konponophupus;

BapueratHasi mopupus;

mo3HsIst KokHasi mopgupus (Porphyria cutanea tarda).

2. Dpumponosmuueckue noppupuu:

BPOXKJCHHAs 3pUTpOIodTHYECKass mophupust (0one3Hb
I'onrepa);

IPUTPOINOITHYECKAS TPOTONOPHUpHS.

Puc. 2. [Tarorenernueckas kiaccuukaus NopHUpHid.

[arorenernyeckas kinaccupukanuss nopdupuid mnpu-
BeJICHA Ha pHC. 2. B maroreHeTHYeCcKOM IUTaHE BayKHO ITO-
HUMaTbh, YTO €CIH UMEeTCs AePUIMUT TMIPOKCUMETUIOH-
nmaHcuHTasbl, To IIBI" HakamnmuBaeTcs u moauMmepusyercs
JI0 JIMHEHHBIX TETPanupposIoB, THAPOKCUMETHIONIaHa. B
pe3ynbrare CHOHTAHHOW LUKIM3AUH W TOJUMEPHU3aLUH
9THX MPOIYKTOB 00pasyercs ypornophupuHOreH I, KoTopbIit
CILy’)KUT cyOcTpaTroM [yl ypornophuporeHaekapOoKCHiIaspl,
B pe3yJibTaTe peakiuu odpasyercs: konponoppupuHoreH 1.
Crnenyrommii GepMEHT IIyTH CHHTE3a TeMa KOPOIoppHpH-
HOT'€HOKCH1a3a, KOTopas CTpOro crenuduuHa, KOnponop-
¢upuHoreH | He sBnsiercs i Hee cyOcTparoM. B pesyib-
Tare KonpornopGupruHOTreH | HakarmIMBaeTCsi B OpraHu3Me
9KCKPETUPYETCS B MOBBIILIEHHBIX KOJHMUYECTBAX C KaJIOM.

Ecnu B xiteTkax umeetcst nepuuut yponopduporen-I11-
CUHTA3bI, JIMHEHHBIC TETPATUPPOIIBI, THAPOKCUMETHIIONITAH
AKKyMYJIUPYIOTCS U CHOHTaHHO LUKIM3UPYIOTCA 1O YpO-
nopdupuHoreHa I, KOTOpPbIA JeKapOOKCUIHUPYETCs 0 KO-
nporopdupuHoreHa I. B aTux ciydasx Takke Konpornopgpu-
puHOreH | HakanjIMBaeTCA B OPraHU3Me U IKCKPETUPYETCSL.

[Tpu nedunure depmenta yporophuporeHaekapooKcu-
Ja3bl B OpraHusMe HakarumBarorcst yponopgupus I u III,
renra-, rekca- M IneHTakapooxcunarnoppupunsl. M3oxap-
OokcunarnopGupHH SBJISETCS ANBTEPHATHBHBIM ITPOITYKTOM
MeTa0oIM3Ma TIPOMEKYTOYHBIX TOP(GUPHHOB HA MMyTH CHUH-
Te3a remMa IpH JeQHULIUTE HTOrO SH3UMA.

[To xIMHUYECKOMY TEUECHHUIO MOPQUPHH Pa3IeNAIOT Ha
octpsle (OIIII, HacieacTBeHHas Konponopdupus, Bapue-
ratHasi mopQUpUs U T. J.) U XpOHHUECKHUE (BPOXKICHHAS
IPUTPOIIOITHYCCKAS TOPOUPHSL, TTO3IHSAS KOXKHAS TTOPPU-
pus u J1p.).

B 3aBucuMocTH OT TOro, 4to OOJbIIE HAKAIUINBACTCS —
NOP(OUPUHBI UITH UX MPEALISCTBEHHUKN, MOJKET Pa3linyaThCs
U KIMHUYECKast KapTHHA. B oHUX cilyyasix IpeBaIupyIOT 110-
paXkeHHs HEPBHOM CHUCTEMBI, B IPYTUX — KOKHBIX TOKPOBOB.
[Mopdupun ¢ ocTphIM, IPOTPECCHPYIOIIIM TEUCHHEM, ITPE00-
JaJaloLUMM HOPAaKEHUEM HEPBHOIM CHCTEMBI IIPUHATO Ha3bl-
BaTh OCTPBIMU. EciM JOMUHHPYIOT KOJKHBIE HApYIICHHS, TO,
KaK TIPaBIJIO, OOJIE3Hb HMECT 3aTsHKHOE, TTOIOCTPOE TCUCHHE.
HeBponoruueckoii CHUMITOMATHKN B TAKUX CIIy4dasX OOBIYHO
Het. Porphyria cutanea tarda — eaMHCTBEHHas IeueHOUYHAS
nopupHs, HE COMPOBOXKIAIOIIASICS BOBICUCHIEM B IIPOIIECC
HEpBHOM cucrembl. Bee ocTasibHble edeHOuHble TOphUpHN
NPENICTABIISIOT CEPhE3HYI0 OMACHOCTH JUIsl OOIBHOTO.
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Tabnuia 1

Ilepeyens jiekapcTBEHHBIX CPEACTB, IPUMeHEHUEe KOTOPBIX PH
nop¢upuu 6e30nacHo

I'pynma besonacueie IIporuBonokasan-
Hesbisicuen-
JIEKapCTBEH- — BEPOSITHO HbIE — BEPOSITHO HbIC
HBIX CPEJICTB 0e30macHbIe HeOe30macHbIe
Buytpu- Iponodon Bapburtyparst Jnasenam
BCHHBIC Jlopaszenam Dromuaar Keramun
AHECTETUKU Mupazonam OnyHuTpazenam
Hurpazenam
Wnrans- 3akucsh a3oTa Oudmropan Hzodmopan
LIUOHHBIE ®droporaH
AHECTETUKU
MBpliieyHbIe CyKUMHUIXOIHH ITankyponuii
penaKcaHThI Bexyponwuii Atpakypuit
Ty6okypapun
Ipenapatst CkonosnaMuH
JUIS TIpeMe- AtponuH
JIUKALA Jponepunon
Humernaun
Onwuatel Mopdun Ilenrazonun Cydenranun
DeHTaHUT
AHTUXOJIH- Heocturmun
HACTEpa3HbIe
MecTHbIE BynuBakaun JInokana
AHECTETUKH TIpokanu
CepaedHo- ATteHOoIon Mertunpona
COCY/IUCTBIE JlaGeranon T'uppanazun
I'yanetnaun DenokcrbeH3aMuH
Pesepniun
DeHToTaMUH
Paznuunbie T'moko3a OpasbHble
AHTHKOHBYIIb- KOHTPAIICTITUBBI
CaHTBI T'puseodyabBuH
DHJIOTEHHBIE
CTEpPOUIbI

Pa3BuTre GonbIIMHCTBA NIEUEHOUHBIX NOppUpHUi UHIY-
LUPYET PsJl SK30T€HHbIX MM DHJIOTEHHBIX (haKTOpPOB, KO-
TOpBIE MPUHATO Ha3biBaTh NopduprHoreHHbIMU. OHH CIIO-
COOHBI pean30BaTh HOCUTENbCTBO Ae()EKTHOTO I'eHa WIIN
MIEPEBECTH JIATEHTHO MPOTEKAIOIIYI0 NOP(GUPHIO B OCTPYIO
dopmy. K HUM OTHOCSTCS: TojI0AaHue; OaKTepUaIbHbIC W
BUpYCHbIE MH(EKIMH (B YaCTHOCTH, I'€MaTUThI); aJIKOIOJIb;
IIPHUEM OTIpEICIICHHBIX JIEKAPCTBEHHBIX MIpenaparos (HecTe-
POUJIHBIC POTHBOBOCHIAUTEIbHEIC, 0apOUTYpaThl, HEKOTO-
pble aHTHOMOTHKH, Cyab(aHUIaMH/Ib1); HU3MEHEHUE FOpMO-
HAJIBHOTO MPOQHIIS y )KEHIIUH (MEeCSYHbIe, 0epEeMEHHOCTb);
JUTUTEIBHOE BO3JICHCTBHE YIbTpadroineToBbIX Tydeii. Kitac-
CHUYECKUM IPUMEPOM CITyXkKaT 6apOuTypaThl, KOTOPbIE HHITY-
LUPYIOT CHCTEMY HUTOXpOoMOB P-450, 4To MpUBOAMT K HEOO-
XOJMMOCTH CHHTE3HPOBATh OOJbIIEee KOJHYSCTBO TeMa JUIs
BKJIFOYEHHUS B HOBBIE LIUTOXPOMBI — TAK HAUMHAETCS LIETI0Y-
Ka, 3aBepuiaromasics noppupudeckuM KpuzoM. [lockonbky
HE TOJEKO 0apOHUTypaThl BBHI3BIBAIOT TAKHE HEXKEIaTeIbHbIC
MOCIEeACTBUSA, MEXKIAyHapoAHas KoMHccUs pa3paborana
MepedeHb JICKApPCTBEHHBIX CPEICTB, MPUMEHEHHE KOTOPBIX
ripu mopupun 6e3omacHo (tadm. 1) [1].

CuMITOMBI KpH3a JOBOJBHO MOCTOSHHBI, 3TO: 0OJH B
JKHBOTE, TOLIHOTA, PBOTA, OCCIIOKOMCTBO, CIYTAHHOCTh CO-
3HaHUsI, HApPYIICHUS CO CTOPOHBI CEPACYHO-COCYIUCTOH
CUCTEeMbI (TaxWKap/us, THIIEPTEH3Ms1), JIUXOpaJiKa, Hapy-
[ICHUS. BOJHO-AIICKTPOJIMTHOTO OanaHca (Jeruapararus,
TUIIOHATpUEeMUs, THIIOKaJIeMusl, Tunokansuuemus). Kiac-
CHUYECKUI CUMIITOM — U3MEHEHHUE IIBeTa MOYM OOJILHOTO Ha
CBETy Ha OOPIOBO-KpacHEI. M3-3a 9aCTO COIYyTCTBYIOIINX
JMXOPaZ0YHOIO COCTOSIHUSA U JIEHKOLIUTO3a B KPOBH OCTPBIH
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HPUCTYH TTOPGUPHN MOKET UMHATHPOBATH JIFO00H BOCHAIIH-
TEJIHBIN Ipolecc B OproiHoi nonoctu. Iloatomy s1abopa-
TOPHBIEC UCCIIEIOBAaHHS UTPAIOT BAYKHYIO POJIb B IUATHOCTH-
ke nopupuid. OTIIHYUTENLHBIMI KIMHHYECKHUMH MTPOSIBIIC-
HUSIMU OCTpPBIX nophupuii ciryxar [8]:

* muddy3HbIe 60N B OPIONIHOI TOIOCTH;

* nepudepudecKre HeiponaTuu (CyJ0poTH, MapaindHn);

* ICUXUYECKUE HApyLIeHus (BOJHEHHUE, anaTus, Jernpec-
CHsl, TAJUTIOLMHALIAN, UCTEPHSL, ICTTUPUYM);

* MOJIOJION BO3pAcCT M NMPEUMYIIIECTBCHHO KESHCKHI TOJT;

* CBSI3aHBl C MPOBOLUPYIOUIMMHU (hakTOpaMu: Jekap-
CTBEHHBIE CPEJICTBA, TOPMOHBI, CTPECC, HHPEKIIHH.

Hawnboree 4yacThiM BapraHTOM OCTPOH MOPHOUPHH SIBISECTCSI
OIII1, xotopas BcTpeuaeTcs ¢ yactoToit 1-5:100 000 u cBsi3ana
¢ 50% medumToM aKTUBHOCTH IOP(POOUITHHOT eHIe3aMUHA3BI
WM THAPOKCUMETUII0AIaHCUHTETa3bl, BapuerarHasi nophupus
— ¢ gacroroit 1:250 000, HacieaCTBEHHAsT KOIIPOTIOPPUPHS —
1-2:1 000 000. [Mopdupwust, o0ycornenHas aeduirom AJTK-
JIeTH/IpaTa3bl, BCTpedaeTcst oueHs peaxo [8, 10].

OIIIT oOycnoBnena Ae(UIMTOM OJHOTO W3 KIHOUEBBIX
(depmenToB cucteMbl Onocuntesa rema — [IBI'C. Dto 3a00i1e-
BaHUE UMEET ayTOCOMHO-AOMHHAHTHBII THUIT HACIIEIOBAHUSL.
VY 70-90% HOCHTENEH AaTOJI0rNYECKOTr0 I'eHa HU Pasy B KHU3-
HU HE BO3HHMKACT KaKUX-TMOO KIMHUYECKHX TPOSBICHUM.
B ocranpHbIX ciaydasx Oojie3Hb MPOSBISAETCS NPUCTYIaMH
OCTpBIX OOJIEH B JKMUBOTE, JIGHKOIIMTO30M B KPOBH, MOpaXke-
HUSAMH Tieprdepruueckod (110 TUITY TSKEIOrO MMOJTHHEBPHTA)
U LEHTPAJbHOU (CYIOpOTrH, 3MUIenTH()OPMHBIE MPUIAIKH,
Open, raJUTIOIMHALIIH) HEPBHON CHCTEMBI, TPOBOLIUPYEMBIMU
MIPUHSATHEM Psijia ICKapCTBEHHBIX M TOPMOHAJILHBIX TIperapa-
TOB, & TAKKE PA3IUYHBIMU CTPECCAMH, C BOSMOJKHBIM JIETAJIb-
HBIM HCXOZI0M (JIETAJILHOCTH 0K0J10 60%) [2, 4].

XpoHHYecKre KOKHBIE POpMBI TTOPHUPUN KITMHHYESCKH
MPOSIBIISIFOTCS:

JIETKAUMU CUMITTOMaMH — ITOBBIIICHHAs] CBETOUYBCTBHTEIb-
HOCTb KO’)KHBIX TIOKPOBOB, IIOKPACHEHUE M OTCYHOCTh KOXKH;

Oosiee BBIPaKEHHBIMH CHMIITOMAaMHU — BE3HKYJIEC3HbBIE U
OyJuIe3HbIe BBICHITAHHS, TIOKPHIBAIOIIHECS KOPKAMH, HEPEe/I-
KO TeMOPParHuecKoro Xapakrepa, IMeTyIeHHEe KOXKH, MI0X0
32)KMBAIOIINE 3PO3UH, aTpO(Us KOKU, MUIMYMBbI, y4acTKU
THITO- ¥ THITEPIIUTMEHTAIH.

XpOHHUECKHE KOXHBIE (OpMBI MOPPHUPHH MOTYT OBITH
ACCOLIMMPOBAHBI € 3a00JICBaHMSIMU TI€YEHH — aJKOTOJBHOU
OOJIE3HBIO TMEYCHH, BPOXKICHHBIM MM TPHOOPETCHHBIM W3-
OBITKOM KeJie3a B OpraHu3Me, BUpYCHbIM renarutoM C, jekap-
CTBEHHBIMH CPEJCTBAMHU, MHAYIIUPYIOMMMU [IUTOXpoM P-450.

Cpeny HeoCTPhIX KOKHBIX (POpM TO3IMHSS KOKHAsT TIOpQH-
pust (Porphyria cutanea tarda) Bctpeuaercst ¢ wacroroii 1:25 000,
spuTtponodtryeckas nporonopdupus — 1:130 000, BpoxkaeH-
Has dpuTporodTuaeckas mopdupust — 1:1 000 000 [8, 10].

4. MeTtonpl JadopaTopHoii quarnocTuku. Jlaboparop-
HbIE METOJIbl HCCIIEIOBAHMSI UTPAIOT KIIOUEBYIO POJIb B JHa-
THOCTHKE 3a00JICBaHUSI M YCTAHOBJICHHU (POPMBI TIOpHHUPHH.
B Hactodee Bpems Ui AMarHOCTUKU HOPGHUPUI HCTIONb3Y-
0T KOMIUIEKC JTaOOpPaTOPHBIX METONOB. bronoruueckum ma-
TEPHAIIOM JIJIsl OOJBIIIMHCTBA JJAOOPATOPHBIX METOJIOB CITY)KUT
pasoBasi WM CyTOYHAs MOYa, PEXE KaJl, SPUTPOLUTHI U JIMM-
(OLMTBI KPOBH, TIIa3Ma M CHIBOPOTKA. J{j1s1 0OOHapy>KeHUs 1op-
(GbUPUHOB B MOYE IPUMEHSIOT OMOXUMHUYECKUE METob! [8]:

* Ka4eCTBEHHBIN TECT JUIs BBIABICHUS TOP(YUPUHOB B CBe-
JKecoOpaHHOM 00pasiie MOYHM OOJILHOTO C HCIOJIb30BAaHUEM
peakTrBa Dpiuxa (pacTBOp M-AUMETHIAMUHOOCH3aJIb/ICTHIA
B COJISTHOM KHCJI0Te) 1o Metony Watson-Schwartz (mopdo0u-
JHHOTEH pearupyer ¢ M-JUMETHIAMUHOOCH3aIbICTHIOM C
00pa3oBaHUEM OKPAIIICHHOTO B KPACHBIH [[BET COCMHEHHUS);

* KOJIIMYECTBEHHBIH TECT OIpeAeieHus] mopHUpUHOB B
CBEXKECOOpaHHOM 00pasie Mo4YH (WM CYTOYHOW MO4Ye);



3A0YHAA AKAJEMIA NOCIEANMIOMHOIO OBPA3OBAHIA

1,0

Abcopbuus

o

500 600

[nnHa BOSHbI, HM

Puc. 3. CnekrpodoTromMerpudeckas KpuBasi MPH HCCICTOBAHUH
IIBI" B moue.

Metox konumaectBeHHoro omnpenenenus [1IbIN u AJIK B mo-
4ye OCHOBAH Ha MX Pa3leNieHUH C IOMOILBIO afcopOLMu Ha
KOJIOHKaX ¢ HOHOOOMEHHOM cMOoJol (MOHOOOMEHHas! KOJIO-
HOYHAas XpoMaTorpadus) ¢ moclie Ty IIM UCTI0JIb30BaHUEM
peaxTrBa Dpiuxa U U3MEPEHUEM PEe3yJIbTaTOB Ha CIEKTPO-
(doromerpe B nuanazone minH BoiaH 500—600 HM asist BbI-
SIBJICHUS TOP(UPUHOB; HA PUC. 3 MpeCTaBICHA TUITHYHAS
CHEKTpOPOTOMETPHUYECKast KprBas (MakcuMalibHasi abcopo-
LMl B pallOHE JUTUHBI BOJIHBI 525 HM).

Jis KOJIMYECTBEHHOIo (ppakLHOHUPOBaHUSA NOphupu-
HOB B MOYE MPUMEHSIOT BBICOKOI((HEKTUBHYIO KHIKOCT-
Hyt0 Xpomarorpaduro (BOXKK).

BaxHoe 3HaueHMe WMeEET OMNpENEICHNE AaKTHBHOCTH
MIaTOTHOMOHMYHOTO (pepMeHTa IPU KOHKPETHOM BHJIE MOP-
¢upun B spuTponmTax KpoBU. PedepeHTHbIe BEINYHHBI
OCHOBHBIX NOP(HUPUHOB NIPUBEICHBI B Ta0I. 2.

Becbma uH(OpMATHBHBIM ~ METOAOM  JHArHOCTHKH
nopupuii cayxutr BIXKX ¢ ucmonpzoBaHHEM KOJIOHOK
JUaMEeTpOM J0 5 MM, IUIOTHO YIAaKOBAaHHBIX COPOEHTOM
¢ yactuiamu maioro pasmepa (3—10 mMxm); naBieHue Jyis
npokaunBaHus moeHTa 10 3 ¢ 107 Ia (ee Ha3bIBaIOT Tak-
ke Xxpomarorpadueil BBICOKOTO jaBiicHHs ). BakHeimmm
nocrounctBoM BOXX sBnsercs BO3MOXKHOCTb KOJIHYE-
CTBEHHOTO (ppaKMOHUPOBaHUS NOPGUPHUHOB B MOYe, KaJe,
CBIBOPOTKE KPOBH, YTO TIO3BOJISIET MPOBOAMTH D depeHtm-
aJIBHYIO IMarHOCTUKY HeocTpbIX ¢opM nopdupuii. Ha puc.
4 mpuBeJeHa XpoMarorpaMMa MOYH 3[0POBOTO YEIOBEKa
npu BOXX, a Ha puc. 5-6 — XpomMaTorpaMmsl HallueHTOB €
TI03/IHEH KOXKHOW IOPQUPHUEH U BPOXKICHHOHN SPUTPONIOITH-
yeckoil mopdupueit (Bropuunslii nopdupun X, npeacras-
JIEHHBIH Ha puc. 4—06, SBISIETCS MEXITyHAPOIHBIM

Tabnuma 2
Pedepentnbie BeTnuuHbI NOPHUPHHOB [9]

Topdupuast PedepeHTHBIE BEIMYMHBI
OpPUTPOLUTBI:
KOIPOmop(hupHH 0,5-2,0 mxr/mn (0,75-3,0 aMOIB/I)
MPOTONIOPHUPUH 4-52 mxr/mn (7,2-93,6 EMoB/T)
Moua:
AJIK 1,5-7,5 mr/cyt (11,2-57,2 MkMoIb/cyT)
II6P Menee 1,0 mr/cyt (MeHee 4,4 MKMOIIB/CYT)
konporopdupux 50-160 mkr/cyt (0,075-0,24 Mxmomnb/cyT)
ypomnoppupux 10-30 mxr/cyT (0,012-0,037 MxmoIs/cyT)
Kan:
KOIpOTop(upHH 0-500 mkr/cyt (0-0,75 MKMOIIB/CYT)
npoTonopHUpPHH 0-600 mkr/cyt (0—1,08 MkMOITB/CYT)

IlepBbIit ypoBeHb — OMOXUMHUUECKAs] TUATHOCTHKA — CO-
CTOMT M3 KaYECTBEHHOTO ¥ KOJIMYECTBEHHBIX METOIOB, TO3BO-
JSIFOLIMX ITOCTAaBUTh TOYHBIN ANArHO3 OOJIBHBIM M HEKOTOPBIM
UX POJCTBEHHHKAM, HE UMEIOIIUM MposBiIeHuH 6omne3nu. [1o-
CTaHOBKa JMarHo3a MHOI'MM M3 POJICTBEHHHKOB OOJBHOIO C
UCIIOJIb30BaHNEM OMOXUMHUYECKUX METOI0B MOXET OBITh 3a-
TPYIHEHA, TIOTOMY YTO META0OINYCCKUC HAPYIICHUS Y HHX,
MHMHUMAaJIbHBI U [I03TOMY HE AUarHOCTUPYIOTCS.

Ha nmepBom sTane mpoBoguTcs UcciaeOBaHHE MOYM Ha
NpUCYTCTBUE B Hel n30bITKa [1B]" — KauecTBEHHBIN CKPUHUH-
roBbIif TecT ¢ peaktuBoM Opiuxa. IIBI, pearupys ¢ peaxru-
BOM Dprnuxa, 00pas3yeT B KUCIIOM pacTBOpe MPOLYKT PO30BO-
KPacHOIO 1iBeTa. JTOT TeCT II0YTU BCEI/a IOJIOKUTENEH IIPU
OCTpBIX IPUCTYHax MOP(UPUH U JIMIIb B PEAKUX CIIydasx
ObIBaeT JIOKHOMOJIOKUTENbHBIM. OTpHLIATENBHBIA PE3yJIbTar
TecTa He T03BOJISIET UCKITIOUUTh UATHO3 OCTPOIl MOphHUPHUHL
310 00yCIIOBICHO LIENBIM PSIIOM IPUYHMH: B MOYE MOTYT IIpH-
CYTCTBOBaTh BELIECTBAa-MHTHOUTOPBI, KOTOPBIE MPHBOIAT K
JIO)KHOOTPHULIATETIBHOMY ~PE3YIIbTaTy; IOBBIIMICHHE YPOBHS
IIBI" MoxeT ObITh HE3HAUMTENILHBIM — HIDKE Mpeaena 4dyB-
CTBUTEJIBHOCTH METOZA; NPH BapueratHoi mopupuu, Ha-
CIICZICTBEHHOH KOIPOMIOPGHPUN M B PEAKUX CIydasX IIph
OIIIT skckpenust [IBIT B MOo4y MOXKET OBICTPO CHHKATHCS
U BEPHYTbCS K HOPME B TEUEHUE HECKOJIBKUX [IHEH Iocie
OCTPOro NpHCTyna. B CBSA3M ¢ 3THM BCE MOJIOKHUTEIBHBIE U
HEKOTOpbIE OTpHULATENbHbIE (IPH HAIUYUM COOTBETCTBYIO-

crannaprom st BOXX) [8, 10]. 16
I'eneTnyeckue METO/IbI UCCIIEAOBAHUS TO3BOJIS-
[OT MTOATBEPANTH TUAarHO3 W YCTAHOBHUTH XapaKTep 14
TeHETHYECKOTO HapymeHus. Marepuanom juis rene- | 3
THYECKUX HCCIIEN0BaHuil CiTyKaT muMQpOIuUTHl Kpo- | 5 12
BH 0OJILHOTO. =
5. Texnosiorusi 1a60paTOPHBIX HCCICAOBAHMN | § 1o
NP 10J03peHHH Ha nopupuio. [lpennonoxu- | 2 o
TEJNBHBIM TNarHo3 OCTpoi mopdupuu MOXeT OBITH %
MOCTaBJIEH Ha OCHOBAHHMMU MOSBIEHUs OKpalleHHOH | Z ¢
MOYH BO BPEMsI MPHUCTYTA — OT CJIeTKa PO30BOIO 10 | 2
KpacHO-Oyporo mBera. Po30BbI LBEeT Mounm TpH | S 4
oCTpoii OpOHUPHH 0GYCIOBICH MOBHIIICHHBIM CO- | &
Jiep>)KaHHeM B Hell TOp(QUPHHOB, a KPacHO-0ypbIil — 2
npucytcteueM [IBI" 1 nmponykra ero perpanauuu.
JlabopaTopHy0 TUarHOCTUKY TTOPHUPUN MOKHO 0
pa3enauTh Ha ABA YPOBHS, K&KIBIH U3 KOTOPBIX CO-
CTOUT M3 HECKOJIBKKX 3TanoB [2, 3]. Jlns monreepx-
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Bpewms, MuH

JICHHSI IMarHO3a TIPOBOJIUTCS 1IEJIbIA KOMILJIEKC OHO-
XUMHUYECKUX U TeHETHUECKUX HCCICIOBAHUI.

Puc. 4. Xpomarorpamma Mo4u B HOpME. YpOIoppHUPHUHOB MEHBIIIE, YEM KO-
IponopQpUPUHOB.
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MmenbIre 200 MMoib Ha 1 KT CyXOTo BemiecTsa.
HopmasbHas koHeHTpauus oOmux nopdu-
puHOB B Kaje moarsepxkaaeT auarxHos OIIII.
[pu BapueratHOIT mOpGHUPHUU U BPOKICHHON
IPOTONOp(GUPUH OHA YBETUUUBAETCS BO MHO-
TO pas.

Huarno3 OIIIT B mepros ocTporo TedeHus
3a00JIeBaHMSI MOXKHO YCTAQHOBHUTb Ha OCHOBa-
HUU NOBBIIIEHHON KOHIeHTpauuu 11bI" B moue
¥ HOPMaJIbHOM OOIMX TOP(UPHUHOB B KaJe.
OnHako BHE 00OCTpPEHHS U B OECCHUMITOMHBIX
Cilydasix MoBeleHHoe conepxkanue 1Bl B mo-
4e BBISBIISIIOT TONBKO Y 30% GompHbIX OITIT [4].
B Takux ciryyasx HeoOX0quMMO IPOBECTH HCCIIe-
nosanne aktuBHOcTH [1BI'C B spuTponmnTax.
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Bpewms, MyH

1 [BI'C — uwmrorumasMarndeckuii (hepMeHT,
KaTaTM3UPYIOIIHH KOHACHCAIIUIO YEThIPEX MO-
neky: [1BI° ¢ oO6pazoBaHreM JTHHEWHOTO TETpa-

Puc. 5. Xpomarorpamma Moy 00JIBHOTO 1M03/1HEH KoykHOM nopdupueid. CooTHO-
mreHue yponopdupunsl/rentanopdupunst 2:1 i 1:2. YpornoppupuHoB Goubiie,

yeM konponopdupunos. [Tossnenue nuka nzonopdupuna.

nupposa. DepMeHT CyIECTBYeT B ABYX H30-
(dbopmax, oHa U3 KOTOPBIX crieru(uIHa s
SPUTPOIIUTOB, & IPYTast COACPIKUTCS B KIETKaX
IIPAaKTU4YECKH Bcex TKaHed. B Hopme akTuB-
Hocth IIBI'C B spurpormrax cocrasiser 5,8—

11,7 mmonb/c/n [6]. CHIDKEHHE aKTUBHOCTH

(depMeHTa ToATBEpXKAAET aAuarHo3. OnmmoKu
npakTHuecku nckmoueHsl. Onnako mpu OIII
BO3MOJKHO YaCTHYHOE TIEPEKPHIBAHME AKTHB-
HOCTH NOP(HOOHIIMHOT€HIe3aMUHA3bl B HOPME
n npu naronorun (10-15% cayuaes). IIpu-
ommsurensHo 'y 90% OompHbIX OINIT akTHB-
HOCTH (pepMEHTa B DPUTPOLUTAX CHIKEHA B
2 paza. OpHako npuMepHo y 5% manueHToB
aktBHOCTH [IBI'C MoxeTr ObITH B mpesenax
HOPMAaJIbHBIX BEIWYMH H3-32 IEPEKpPhIBAHUSA
akTUBHOCTH (epmeHTa B HOpMme u mipu OIIIT
[4, 11]. B Takmx ciyyasix TOYHBIA JUArHoO3
MOXKET OBITh TIOCTABJICH TOJIBKO MOJIEKYJISIPHO-
T€HETHYECKUMHU METOIAMH.
JuddepeHunanbHblii AMarHo3 MexXIy

1500 v | K |
1400_2 ponopdupuH ongonopd)vupMH
1300 7 3
21200 3
Z 11003 .0
= 1000 - s it
<;}1000— Scou
o 900 253 x
£ 800 e g |= =
= E = 5§ E¢ |3 3
g 700 4 Z = g % = 5
3 600 3 3 é 3 X = =
£ 500 3 2EE |12 2
= 400 - o] S 9c 2 £
Q E = ¥ © o T
= 3007 S s % =) I
200 3 > o 2 g g
E [ ) [
100 4 L \/L o
0- -‘A_I‘ T T T T T T T T T
0 1 2 3 4 5 6 7 8 9 10 11
Bpewms, MUH

OIIII, BapueratHoii mopdupueit u Hacliea-
CTBEHHOH Kompomnophupueil mpoBOIUTCS

Puc. 6. XpomarorpamMmma Mouu GOJBHOTO BPOXKICHHOMH SPUTPOIIO3THIECCKON TTOp-

bupueit.

11ei KIMHUYECKOH KapTHHBI 3a00IeBaHMs1) Pe3yJIbTaThl TeCTa
JOJDKHBI OBITh MOATBEP)KIACHBI KOJTMYESCTBEHHBIM OIpe/Ielie-
nueMm [1BI" B Mmoue. B Hopme konuentpanust [1bI" B pa3oBoit
Moue MeHble 2 MI/J1. BOIbHBIM ¢ BBICOKUM COIEp)KaHHEM
[IBI' MOXHO TOCTaBUTH JHArHo3 OCTpod nopdupun. Ydu-
TBIBas, YTO B HEKOTOPBIX ciydasx npu arake Ol BHawgame
pesKko nosblmaetcs conepskanue AJIK, HeoOxomumo mpu Ha-
JIMYUM KIIMHAYECKUX CUMIITOMOB U OTPULIATEIIEHOTO PE3YIlb-
tara 11poOs! Ha [1BbI" npoBectu uccnenosanue AJIK.

[Ipu nopdupun, o0ycIOBICHHON NEPUIMTOM JOeTUapa-
tazbl AJIK, ormeuaercs yBenndenue coxpepkanust AJIK B
Moue. YposeHb [1BI" He noBbIIIEH.

[Ipy monmy4yeHWH HOPMAIbHBIX PE3YJIbTATOB KOJIMYe-
cTBeHHOro onpexaenenus [1BI° B Moye mopdupuio Kak mnpu-
YUHY OCTPBIX CUMIITOMOB MOKHO B OOJIBIIIMHCTBE CITy4acB
OTBEPrHYTb, HO HE UCKJIIOYUTH. Y MALUEHTOB C MOBBIIICH-
vbiM [II'B B Moue ycTraHaBiuBaeTcs AMArHo3 OCTPOUl Mop-
¢upun W B JambHEHIIEM BBITIONHSIOT HMCCIEIOBAHUS IO
muddepenimansron auarnoctuke OIIIT ot apyrux dopm
octpoii moppupun. Jlas 3TUX Lenel Onpenensior ooIue
opGUPHUHBI B KaJe.

B Hopme koHIeHTparusi oO0mmx nopGupruHOB B Kaje
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IIyTEeM H3MEpEeHus KojaudecTBa MophUpHUHOB
B Kaze. [Ipy HOpMaJbHOM UX COJep KaHUH, HE
npesbimratoniem 200 amonp Ha 1 T cyxoro Be-
mecTBa, noareepxkaaercs quarno3 OITIT. ITo-
BBILIICHUE K€ TT0Ka3aTelisi TOBOPUT B TOJIb3Y BapUEraTHOU U
HACIIeJICTBEHHOH Korporopdupuu.

ITpu oueHKe KOHLEHTpALMi Pa3IuuHbIX U30MEPOB IOp-
¢bupuHOB B mazme MetoroM BRXKX MoxHO nipoBecTH and-
(hepeHIMaNBHBIA TUArHO3 MEXTy BapUeraTHOW M Haciel-
CTBEHHOH KONPOTIOPQHUPHUEH.

TaGnuma 3

HNndopmMaTUBHOCTb Pa3IMYHBIX MeTo10B AuarnocTuku OIIII B
3aBHCHMOCTH OT NepHoaa 3adojieBanus [2]

T i IIBI" B Moue AKTHBHOCTL | AHanus
3a00J1€BaHKsA KelIey KOG SIFE At
OIIT CTBeH- | CTBemmpii | BOPATpOIH- | mMco-
HBII TeCT TecT ebic EUTIOR
IIpucryn + + + +
Pemuccust +/- +/- aF
JlaTeHTHBIN nepuos +/- +/- + +
Beccumntomuoe - - +/- +
HOCHUTEIBCTBO TeHA
OIIIT




3A0YHAA AKAJEMIA NOCIEANMIOMHOIO OBPA3OBAHIA

[Ipy HaMMUMK KOXKHBIX MOBPEXKICHUN HEOOXOIUMO HC-
KIIIOYUTh Yy TIalMeHTa Ipyrue AepMaTojioruyeckue 3adone-
BaHns. C BBICOKOW BEPOSTHOCTHIO MPHYMHON OCTPOH CBe-
TOYYBCTBUTEIFHOCTH MOXET OBITh mpoTonopdupus. s
BepU(UKAMK ITOTO JUArHo3a HEOOXOIUMO OLIEHHUTH CO-
Jep)kaHue OOIIMX MOP(PHUPHHOB B IPUTPOIMTAX, & TAKKE
cBoOoHOTO TIpoTOnIopdupHHa. [Ipy BEICOKOM coNlepKaHUH
CBOOOIHOTO MPOTONOpGUPHHA IOATBEPIKAACTCS HArHO3
SPUTPOIIOITUIECKON MPOTOTOPHUPHH.

WNHupopmMaTnBHOCTh Pa3MUYHBIX OMOXMMHYECKUX METO-
noB auarHoctuku OIIIT B 3aBucuMocTH oT nepuoa 3adole-
BaHUS U IPpyrux nophupuii npeacrasieHa B Tad. 3—4.

B nuarnoctuke ceMeiHbIX cilydaeB Hoppupun 0coOCHHO
aKTyaJlbHbl TeHeTHYeCKHe MeTo/bl aHanu3a. OHU IpesCcTaB-
JISTIOT BTOPOM 3Tal JUarHOCTHUKH. | eHeTnyeckoe necieaona-
nHue JJHK-npo6 GonbHbIx mo3Boister co 100% To4HOCTHIO
MOATBEPAUTh AMATHO3, yKa3aTh XapakTep TeHETHYECKOTO
HapyllIeHus, MpUBeanIero Kk oone3nu [S]. B mampHeiimiem
MOXHO OBICTPO M KOPPEKTHO 00CiIenoBaTh BCEX OJNM3KUX
POACTBEHHUKOB TAKOTO TALMEHTA C LEJNbI0 HCKIIIOYCHHS
06eCcCHMIITOMHOTO HOCUTENIFCTBA MTaTOIOTHH.

I'en TIBI'C noxanmmzoBan Ha 11-i xpomocome (11q23—
11qter). B HacTosiiee BpemMs BBISIBIICHO cBbimIe 147 pazinny-
HbIX MyTauuil B rene I1IBI'C, cpeau xortopbIx Haubosee ua-
CTO BCTPEYAIOTCS TOUCUHBIE MUCCEHC- U HOHCEHC-MYTAllHH,
MUKpPOJIENEIINH, MUKPOUHCEPIIHH, a TAKKEe MyTaluH, Hapy-
marommue crutaiicuur [5]. s BBISBICHUS MyTalli uccie-
nytot JIHK nmum¢ponnToB 60NBHBIX METOJIOM MOJTUMMEPA3HOM
LIEMTHON PEeaKINy WM CEKBEHUPOBAHNS.

Bmecte ¢ TeM JOCTYIHOCTH pa3lWYHBIX J1a00pPaTOPHBIX
METOAOB JUArHOCTHKM NOPGUPHHA ISl KIMHUKO-AWArHOC-
truaeckux sadoparopuii (KJI) nedeOHO-podumakTHIecKuX
yupexxaenuit (JIIIY) cymecrsenno pasimuuaerca. B KJUJI
kpynHbix JIITY HEoOX0AMMO HMCHONB30BATH AITOPUTM AHA-
THOCTUKA 3a00NIeBaHUS, TPEACTABICHHBIM Ha puc. 7 [2].
leneTnueckue mccuenoBaHus JOJKHBI BBITIOIHSITHCS B CIIe-
LUaJIM3UPOBAHHBIX TEHETHYECKUX LIEHTPaXx.

B crienman3upoBaHHBIX TEMATONOTUYECKUX HEHTpax st
JMarHOCTHKU TOpQUpHii OHOXMMHUYECKUE UCCIIeJOBaHUS He-
00XOIMMO JIOTIOTHUTB O0JIee BHICOKOTEXHOJIOTMYHBIMH METO-
JlaMH aHaJn3a, TAKUMU KaKk MOHOOOMEHHask XpoMarorpadusi,
BOXX. ITpr ioo3peHnn Ha OCTPYO MOPPHUPHUIO TOTKEH OBITH
pean30BaH CAEAYIOINI anropuT™ quarHocTuku 8, 10]:

TIepPBOHAYAIIBHO:

e ooOnapyxenue [IBI" B Moue: yBennueHHe HKCKPELUu
[IbI" yka3piBaeT Ha OCTPYIO MOPPHUPHIO, OTPULATEIHHBIN
pe3yabTaT He UCKITIOYAET MOJHOCTHIO HAITMYUE TOPQHUPHH;

KnuHnyeckne nogo3peHnsa Ha nopbuputo

!

MccnepoBaHmna moun Ha MBI
® KQYECTBEHHbIN TECT C PeakTUBOM IJpnunxa;
e KOnn4yecTBeHHoe onpepeneHue MBI

v

KoHueHTpauunsa MBI B Moye noBbiweHa? ‘

,El,ai ¢HeT

.OI_II_I'OCTpaﬂ nopoupus: Ve e

’ . akTnBHocTtn MNMBIC B
eBapueratHaa nopdupus; ST O EsS
e BpOXAeHHas npoTtonopdupus puTpou

v

AxkTtuBHOoCTb MBIC
CHUMXxeHa?
¢H9T

IS

MccnepoBaHue o6uwmx
nopdrpPUHOB B Kane

v

KoHueHTpauynsa e e[lpuctyn OIMM
o6 LNX ePemunuccua OMM
nopduprHOB HOCMTENLCTBO ®J1aTeHTHbIN
rena OTlM
noBbilWeHa? nepuog OMMN
HeTl lﬂ,a l
e BapueraTtHas Onpenenexme
onn I8 R MyTauuin B
e BpoxaeHHasa rene NBrC
npotonopdupus

v

‘ MyTtaumna B reHe NBIC obHapyxeHa?

,ﬂ,a¢ ¢HeT

onn Hab6niwopgeHue, BO3MOXeEH
penokun Tmn myTtaumm

Puc. 7. Anroput™m o0crie0BaHHS MAIHEHTOB C MOJ03PCHUEM Ha
nopduputo.

B JaJbHEHIIEM:

® TIOJIOKUTEINBHBIN pe3ynsrar neeaenoanus [1BIT B moye:

onpenenenue aktuBHocTu AJIK-cuHTa3b1 B Moye,

UCCIIeJOBaHHE Kajla Ha HalIW4ue MOPPUPHUHOB (HMOHO-
OoOMEHHasl KOJIOHOYHAsh Xpomatorpadusi ¢ MOCIEIYIONHM
CHEKTPO(OTOMETPUUECKUM UCCIIEJOBAHUEM );

Tabnuua 4
TunuyHble OMOXMMHUYECKHEe H3MEHEHHs, ACCOLUMPOBAHHbIE ¢ HAPYIIEHUsIMU MeTaboau3ma nopdupuuna [9]

o DPUTPOLUTEL Moua Kan

ADOICRATIHE VIl KII I Ak | omsr [y [ ki vit | ko | mm
Octpast nmepemMexaromasics H H H " " 1 1w H H H H
nopbupust
HacnencrBenHas kornpormnop- H H H 1 1 H T H 1 H
upust
Bapueraraas mopbupust H H H 1 1 1w H 1w H H 1 ™
KoHnrenuranbHast 5puTpo- " " 1 H H " T H 1 H
IIODTHYECKast HOp(‘prI/IS{
DputponosTudeckas mpo- H H " H H H H H 1 0
TonophupHst
CuMnromarnyeckas mop- H H H H H " T H 1w H 1w H
hupust
OTpaBiieHUe CBUHIIOM H 1w H 1 T 1w H H T H H H

Hpumeuanne. YII—yponoppupun; KIT — konpornopdupusn; II1 — nporonopdupun; T — nosiieHue; 11 — 3HauuTeNbHOE NOBBIICHNE; H — HOpMa.
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‘ KnnHunyeckme nopo3peHns Ha nopdupuio ‘

v

!

OcTpble KIMHUYECKME CUMMATOMbI ‘

‘ HeT oCcTpbIX KNMHUYECKUX CUMMTOMOB

v

y

KonunyectseHHoe onpepnenexve MBI B KonuyectBeHHOe dpaKkuMOHMPOBaHME
Moue nopdrprHOB B MoYe
¢ HeTt ¢
MBI B Mmo4ye noBblWweH? HeT nopdupun |¢ [MoBbIWEHbI?
HeTt ¢ ¢ [a Oa i ¢
HeT KonunyectBeHHOe YponopdupuH | COMHUTENBHbIN
nopdupnn dpakumoHnpoBaHne rentakap6okcunatnopdurpuH pesynbTar
poup noppupnHOB B Kane "ekcakapbokcunaTnopdupmH l
¢ MeHTakapbokcunatnopdupuH
HeT M3okap6okcunatnopdupmH OnpepenexHve
onn |« MoBbILEHbI? h 4 npoTonoppupnHa B
Ypo | >> Ypo lll apuTpoumTax
¢ ¢ﬂ-a Konpo | >> Konpo Il i
MpoTonopbupuH v
KonponopbupuH KonponopupuH Mo3aHsIst KoXHast MoBbILWEH?
nopobupus
¢ ¢ v ¢ Ha
BapueratHasg HacnepncTtBeHHas BpoxaeHHas SpuTponoaTnyeckas
nopbupus Konponopbupus 3puTponoaTuyeckas nopdupus npotonopdupus

Puc. 8. Anroput™ o0citeoBaHMs MAIMEHTOB C MOJ03PeHNEM Ha TIOP(HUPHIO ¢ HCTIonb3oBaHneM BOYKX.

® OTpUILIATENBbHBIN pe3yasraT uccnegosanus [1bI° B moue:

MIOBTOPHUTH UCCIIEOBaHHE HA (POHE KIMHUYECKUX IPO-
SIBJICHUIA 3200JIeBaHNSI.

[Ipu HEocTpO KOXKHOM TOPPUPUU HEOOXOAUMO pealu-
30BaTh JPYrol alropuT™ JAUArHOCTUKU:

TIepBOHAYAIBHO!

® KOIMYECTBEHHOE (PpaKMOHUPOBaHKE MOPHUPHUHOB B
moue metomoM BOXKX;

® TIOBBINICHHOE CO/IepKaHue MOp(UPHUHOB B MOYE Xa-
PaKTepHO s

no3aHel koxkHoH mopdupun (Porphyria cutanea tarda),

BPOX/IEHHOW DPUTPONIOITHIECKON TTOphUpHN;

B JTaJbHEHIIIEM:

e yccinenosanue [IBI' B Moue: oTpULIaTENbHBIA PE3YIIb-
TaT TPU MO3IHEH KOKHOM MOpQHUPUN M BPOXKICHHOH 3pH-
TPOIO3TUYECKOH nmopdupum;

® orpejeNeHne TOPQUPHUHOB B PUTPOLIUTAX WIIH TUIA3-
Me: MT0JJ03PEHNE Ha 3PUTPOIIOITHIECKYIO TOPPUPHIO;

® 1cclieIoBaHue MOP(QUPHHA B CBIBOPOTKE: MOHUTOPHHT
3a TEYCHUEM TO3/JHEH KOXKHOM MoppHupHH.

JIaHHBII anroOpuUTM JUArHOCTHKU TOPQHUPUI C HCITOIb-
3oBanneM BOXKX npusenen Ha puc. 8§ [8, 10].

B 3akmrodueHne HeOOXOIUMO OTMETHUTD, YTO JHATHOCTH-
Ka mophupuil ABISAETCS NOCTATOYHO HEMPOCTOH 3ajaueit
JUISL KITMHUYECKO# npaktuku. Bmecte ¢ TeM 1aboparopHbie
TECTHI, TAKNE KaK KaueCTBEHHOE W KOJMYECTBEHHOE OOHa-
pyxenue [1bI" B Moue, O3BOJIAIOT JUArHOCTUPOBATH OOJIb-
LIYI0 YaCTh OCTPBIX (OPM MOPPHUPHIA U TEM CaMbIM CIIACTH
JKU3HB TMalMeHTy. DTH HECJIOXXKHBIE W JIOCTYyMHBIE Jadopa-
TOPHBIE METOJbl UCCIIEJOBAHUS JOJKHBI OBITH B apceHase
Beex KJIJI, 3aHnMarommxcst TMarHOCTUKOM OCTpPBIX HEOT-
JIOKHBIX COCTOSTHUH.

Bomnpocs! 1151 caMOKOHTPOJISA

1. Yto npencrapnsior coOoi mopUpHUHBI U KaKoBa UX
pOJIb B OpraHu3Me 4yesoBeka?

2. CKoJbKO ATanoB OMocHHTE3a reMa?

3. Jlaiite onpenenenue noppupuH.
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4. Tlepeuncnure OCHOBHBIE KIMHUYECKUE (OPMBI MOP-
bupuii.

5. UeM KJIIMHUYECKH OTIMYAIOTCS OCTphIe (GOpMBI TOP-
(bupuii OT XpOHUIECKHX?

6. [Tepeunciure 1a00paTOPHBIC METOJIBI, HCIIOIB3yEMbIC
B JIMATHOCTUKE MOPPHUPHIA.

7. HazoBuTe O0CHOBHBIE T1a00OPATOPHBIE TECTHI, KOTOPBIC
HCHOJIB3YIOT JIJISl TIMarHOCTHKH OCTPBIX (hOpM mophupHii.
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