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CJYYAH NEPEMEXAIOIEN TOP®UPUU B COUETAHUM C JE®UIITUTOM
®OJIATHOI'O HUKJIA
Monooan JI.B., Ckanuukuit M.A.
Xapvko6ckuti HaYUOHANbHBIU MeOUYUHCKUL YHUBEPCUMEM

BBenenue. Iloppupnu — rpymnma
HACJIEJICTBEHHBIX 3a00JIeBaHUil, B OCHOBE
KOTOPBIX JIGKHUT HapylleHHe OMOCHHTEe3a

reMa, TOpHUBOJAIIEE K  HU3OBITOYHOMY
HAKOIUICHHUIO B OpraHu3Me MOpPUPHUHOB U UX
MpEAIIeCTBEHHUKOB, a MMEHHO,

nophoOuIMHOreHa (I1BIN) u o-
aMHHOJIEBYJTMHOBO# KucaoThl (AJIK).

M30BITOK 3THUX BEIIECTB OKa3bIBACT
TOKCHUYECKOE BO3JCHCTBHE HAa OpraHu3M H
00yCITaBIUBACT XapaKTEPHYIO KIMHUYECKYIO
cuMmnromMatuky.  llpuumHoit  momoOHOTO
HapyIICHWsl  sBISIETCS ~ MYyTallksl  T'eHa,
OTBETCTBEHHOT'0 3a AaKTHBHOCTb OJHOTO U3
(hepMeHTOB, YYaCTBYIOIINX B
MHOT'OCTaIM{HOM CHHTE3€ reMa.

['em oOpasyercst IOCTOSIHHO, TJIaBHBIM
o0pa3oM - B KOCTHOM MO3re¢ W TieueHU. B
3aBHCUMOCTH OT TOTO, B KaKOM H3 3THX
OpPraHOB HApYIIEH CHUHTE3 TeMa, BBIACISIOT
IPUTPOTIOITHYECKHE nophupun u
nedyeHouHsle nopdupuu. Ilpu moboit popme
noppupuu MIPOUCXOAUT M30BITOYHOC
o0pa3zoBaHue MOPHUPHUHOB.

C KpoBbIO TOP(OUPHHBI Pa3HOCSTCS 110
BCEMY OpPraHW3My U MOMAJal0T B KOXYy. Tam
OHM  B3aUMOJCHCTBYIOT ¢  (OTOHAMH,
nepeaaoT MIOTJIOIIEHHYIO SHEPTUIO
MOJICKyJIaM KHCJIOpoAa C 0Opa3oBaHHEM
CBOOOJHBIX  paauMKaioB (B YaCTHOCTH,
CYMEPOKCUIHOTO pajJHKana) H BBI3BIBAIOT
¢doroTokcuueckyro peakiuio[1] .

Octpas mepemexaromasicss Toppupus
XapaKTepu3yercs opakeHUeM
nepudepruyecKol U IEHTPATbHOW HEpPBHOM
cucreMbl.  bone3sHr  Haciemyercs 1O
ayTOCOMHO-IOMHUHAaHTHOMY THUITY TeH
kaptupoBaH Ha Yydactke 11q 23.3[2]. B
OCHOBE TMATOTCHE3a JIOKUT  HapyIICHUE
aAKTUBHOCTH dbepmenTa CUHTAa3bI
yporiopbupuHorexna-| " MTOBBIIICHHE
aKTUBHOCTH  (pepMeHTa  CHHTa3bl O -
aMUHOJIEBYJIMHOBOM KHUCIOTHI. KinmHnueckue
MPOSIBIICHUSI OOYCJIOBIIEHBI HAKOIUICHHEM B
HEPBHBIX KJIETKaxX o -aMUHOJICBYJIMHOBOU

KHCIIOTBI, 4YTO NPHUBOJUT K TOPMOKECHHIO
aKTUBHOCTHU HATpHIi-, KaJIni3aBUCUMOM
angeHo3uHdocharassl " HapyIICHUIO
TpaHCIOpPTa MOHOB Yepe3 MeMOpaHbl, T.e. K
HapylieHui0 (YyHKIMHA HEPBHOTO BOJIOKHA.
PazBuBaercs ero JeMUCTMHU3ALNS,
aKCOHaJIbHAsl HEBPOIATHSI.

Haunbonee  xapakTepHbli  NpHU3HAK
OCTpOHl mepeMmexaromieiics mnoppupun —
6omu B KHMBOTE,  KOTOpbIe  MOTYT
JIOKQJIN30BaThCA B PA3IMYHBIX €r0 y4acTKax.
[TopaxxeHne HEPBHON CUCTEMBI MPOSIBIAETCS
TSOKENBIM TOJMHEBPUTOM; MOXKET Pa3BUTHCSA
TeTpamape3, B  JalbHEHIIEM  BO3MOXKEH
napanuy JIBIXaTEIbHOMN MYCKYJaTypBHl.
WHorma orMewarorcs — SnmiienTH(OpMHBIE
NpUMaJKH, a TaKXkKe TaJUIIoIUHALMU, Open.
Ob6octpenue 0ose3Hn IPOBOLIUPYETCS
OepeMEeHHOCThI0, pOJlaMH, TMPUEMOM psaa
JICKapCTBEHHBIX  IpenaparoB  (Hampumep,
0apOuTYyparoBs, TPaHKBUJIM3aTOPOB,
cynb(haHUIaMUI0B, 3CTPOreHoB). CHIIbHBIC
00OCTpeHHsI HACTYMAIOT IOCJIE ONEPATUBHBIX
BMEIIATENIbCTB, KOT/AA [UIS TpeMEIUKaINN
WCMOJIB3YIOT  TUONEeHTan-Hatpuil.  [locie
pPa3sBUTHS  TSOKENBIX OOOCTPEHMH  MOXKET
HACTYIUTh CIIOHTaHHAs PEMHCCUS C IMOJIHBIM
BOCCTAHOBJICHHEM BCeX (DYHKIIHUH.

Hwnarnos YCTaHABJIMBAIOT Ha
OCHOBaHUU KIIMHUYECKOW KAPTHHBI M JAHHBIX
a0OpaTOPHBIX UCCIIEIOBAHUM: OOHAPYKEHHS
B MOYE  TMOBBIIIEHHOTO  COJCpXKaHUS
MpeIIIECTBEHHUKOB CUHTE3a MOPPUPUHOB —
nopdobuIMHOTeHa U O -aMHUHOJICBYJIMHOBOM
KHCIOTBHI.

Pexomennyercs HCKJIIOUYHUTh
mpemnapaTsl, OPUBOJAIIMNE K OOOCTPEHHIO
6one3nu. IIpu CHIIBHBIX OOJSIX MOTYT OBITH
MPUMEHEHbl HApKOTUYECKUE aHAIbIeTHKH,
amuHasuH. llpu pe3kon Taxukapauu W
MOBBIIICHUH apTepuanbHoro aasiacaus (AJl)
UCTOJNB3YIOT B-010KaTophl. Jli1sl yMEHbIICHUs
BBIPAOOTKH MOP(GUPHUHOB BBOJAT TITFOKO3Y JI0
200 B cyTKHM BHYTPHBEHHO WM (pocdaneH
(amermn) mo 250 wMr B CyTKH
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BHYTPUMBIILIEYHO. B TskenbIx — ciydasx
Ha3HAYyaloT npenapar reMaTuH;
OIIpeEIEHHBIN apdexT OKa3bIBAET
mwiazmadepe3. [lpu ymydiieHuH COCTOSTHUS
JUIsL BOCCTAHOBJICHUSI BUKEHUI MCIOIB3YIOT
Maccax, JiedeOHylo TuMHacTuky. IIporaos
CEpbE3HBIH  NPU  THKEIOM  NOPAKEHUU
HEpPBHO CHUCTEMBI. [Tpodunaktuka
3aKJII0YaeTCsl B  HUCKJIIOYEHUH  (HaKTOPOB,

BbI3bIBAIONIMX  O0OCTpeHHE B  TEUEHHUE
oose3nu[3].
Heas: N3yunth KJIMHUYECKUE

OCOOCHHOCTH W JUHAMHKY BO3HHKHOBCHHSI
CUMIITOMOB OJHON u3 Qopm mnopdupuii —
OCTpOil mepeMexaromieiics moppupuu.

Marepuanbl u Metoabl: [lopbupus
AuarHocTHpoBaHbl y nanueHtku C., 33mer.

Hcnonb30BaHBL:

e ComaTo-reHeTH4YecKoe
UCCIICIOBaHHE c
CUHAPOMOJIOTHYECKUM U
KITMHUKO-TE€HEATOT MUECKUM
aHAJIU30M

e  Or1enka COMaTHUYECKOTIO,
HEBPOJIOTHYECKOI0 cTaTyca

* buoxumuueckue,
yIBTPa3BYKOBBIE,
3IEKTPOPU3HOTOTHIECKUE
METO/TBI

e KTu AMPT

*  MonekynsipHO-TeHETUYECKU I
METOI (uccmemoBanme
nonmuMopdu3MOB B TreHax
CUCTEMbI (OJIATHOTO IUKIA U
CBEPTHIBAIOLLIECH CHCTEMBI
KPOBH)

Pe3yabTaThl U 00CYKIEHUS:

bonpnas C. 197F. poxnaenus, Obuta
HalpasjIcHa B XapbKOBCKUM
CIIELMATTM3UPOBAHHBIN MEAUKO-T€HETHUYECKUN
neHtp (XCMI'L]) ans yTOYHEHHUsS IHarHo3a.
Juarno3 npu Hanpasinenuu: [Topbupus?

Ha w™momMmeHT ocMmoTpa mpenbsBisiia
#ano0bl Ha O0JIM B HOrax HOIOILIETO
Xapakrtepa, ciaboCTb B HOrax, OoJbIle
BBIPQXEHHYIO B IPOKCUMAJIbHBIX OTHENax, 13-
3a cnaboCcTH HE MOXKET CaMOCTOSITEIIEHO
BCTaTh, MHCIBITHIBAET 3aTpyJHEHHE IpHU
X0J50e. Becriokout ci1abocTh B
MPOKCUMANBHBIX  OTAeNaX  pykK, oOrmas
cnaboctb. OTMeHaeT Xrydue O00lM B CTOMAx
(manpibl), OHEMEHHE BCEro Tejla C YPOBHS

men, oHeMeHue  3aThUika. CQUHKTEpHBIE
HapyIICHUS 110 TUITY HeJIep>KaHUs MOYH.

N3 anamHue3a 00J1€3HU M3BECTHO, YTO
cuntaer cebs OompHOM c ceHTsOps 2009,
KOTJla  TMOSBWJIUCHL 0OOMM B TIPaBOM
noapedepre, odpatunack K Bpauy. [lpu Y3U
— OBUT JMarHOCTUPOBAH  KalbKYJE3HBIN
XOJICIIUCTHUT. PexomennoBana
xoneructutIkToMus. 22.09.2008 mposenena
SH0CKOMMYECcKast oreparus -
xosieuucTakromus. Yepes 2-3 AHA MOSBUINCH
0011 KTydero xapaxkTtepa B TPYJHOM KJIETKe,
MOJIOYHBIX JKene3ax, cnuHe. bomm Hocumm
HapacTaromuid xapaktep. Ha done Tepamum
(uro momyuana, He 3HAET), OOJU HECKOJBKO
ymenbmanuck. Ho uepes 2-3 gust 601m cramm
WHTEHCUBHBIMU, HE CHUMAIIHCh
aHaypreTkamMu. bpiia rocnuTanu3upoBaHa B
peaHnMaIoOHHOE OTHeJeHne. B oTaeneHun
MHTEHCUBHOM Tepanuu BbISIBJICHA
arleTOHypHsi. B CBSI3U C TSHKECTHIO COCTOSIHHS
osa nepeenena B OKb r.Hukonaesa. [lpu
oocnenoBannu B OKB - nmarnoctupoBaH
caxapHbId nuaoer, KETOHYPUUYECKUI
cuapom. Ilpu V3M — xuakocte B Majom
Tazy, NpU MyHKIUU AYTJacoBa MPOCTPAHCTBA
— MOJy4YeHa KPOBSHUCTAS JKUIKOCTb.

B crammmonape OKb ©Ha ¢one
BHYTPHUBEHHOTO KaleJabHOTO  BBENICHUS
npemnapatoB (Ha3BaHHE MPEIApaToB HE 3HACT)
— MOSIBUJIOCH OHEMEHHE PYK U HOT, pa3BUIIACh
obmas cnabocte. IlosBuncs «Open». He
Morya BcTarh. M3-3a cmaboctu mamana. Ha
BTOpPOI JIeHb — MOcje KalelbHUIbI ¢1a00CTh
u OHEMEHUE HApPOCIIH, MOSIBIITHCH
c(UHKTEPHBIC HapyIIeHHUS, oo B
MMO3BOHOYHUKE, TPYJHOU KIETKE, MOJOYHBIX
xeneszax. «bojb B CIIMHE IJIa CHU3Y BBEPX».
Bemucana w3  OKb  r.HukomaeBa ¢
nuarHo3oMm. CaxapHblii 1ualeT, BIIEpPBbIC
BBISIBJIEHHBIM, KETOHYPUYECKHM CHUHIPOM.
DHiedanonoamHeHponaTus CMEILIaHHOTO
reHesa. Heitpoundexunsa?
ComaTtuszupoBaHHOE paccTpoiicTBO. boiie3Hb
Kpona?

C 14.10.2009 mo 1.11.2009
HaXOJWJIach Ha CTallMOHAPHOM JICUCHUU B
oonpHunie Cmsaroro Jlyku. Ilo maHHBIM
BBIMIMCKU U3 UCTOPUH OOJIE3HU B ATOT MEPHO/]
yke Oblla TUXas  pedb, HapylleHHe
YYBCTBUTEIBHOCTH [0 THUIY <«KYIajJbHUKA



CTaporo THIa», TeTpanape3, COUHKTCPHBIC
HapyIeHus (Heaep)KaHie MOYH, Kajia).

IIpu VY3U opranoB Manoro Tasza —
HaJIMYHe CBOOOTHOM KUAKOCTH B IyTIIACOBOM
MIPOCTPAHCTBE.

V3U ObII — yBenuueHne Cene3eHKH.

OXO-KT" — cepalie 1 KpynHbIE COCYIbI
oe3 CTPYKTYPHBIX MaTOJIOTHYECKHIX
u3MeHeHHH. <« MuKpociens»  cBOOOTHOU
KHUIKOCTH B OpromHo# mosocti (y Kpas
CEJIC3CHKH U MCUYCHH).

KommrorepHass  Tomorpadust -
JieTeHepaTUBHO-TUCTPOPHUUECKIE N3MEHEHHUS
MMO3BOHOYHUKA B TPYHOM OT/IEIIE.

Kowmmtorepnas ToMOTpadus
TOJIOBHOTO MO3Ta — OYaroBBIX HW3MEHEHHU
BEIIECTBA TOJIOBHOI'O MO3Ta - HE BBISABIICHO.
JlokanpHO yTONIIEHA CIM3UCTas 000JI0YKa
[IpaBOM TaliMOPOBOM Ma3yXH BIOJIb HAPYKHOMU
CTCHKH B HIDKHEM OT[IeNIe, KaK IOCIIEJICTBUE
[IEPEHECEHHOT 0 TaliMOPUTA.

B kiIMHWYECKOM aHaiW3e KpPOBU —
NOBBIIICHBI TpoMOouuThl - 392 fiopma 10
320), neiikonuTs - 9,6 @opma 10 9,0),COD -
20mm/4, cermenTosinepubie - 83% @opma 10
72); cumwkensl. 303uHOGMIBI - 0% @EOpMa
0,5-5,0),iumdorruter - 12% @opma 19-37%),
MOHOIMTHI - 1% (opma 3-11%).

Knuanueckut  ananmu3z  mouun  —
OJTHOKpATHO TJroKo3a — 5,2 fopma — otp.),
neiikonutel  10-15 6  HOpMe  6-8),
APUTPOLMTHI H3MEHEHHbIe 2-3 ([Hopma —
OTCYT.), 3HAYUTEILHOE KOJIMYECTBO IJIOCKOTO
Y TIEPEXOTHOTO SIUTEIIHS.

HccnepoBanne MOYM 1O  METOAY
Byxmy — dmroopecuenius — cBeTiio-KpacHas,
cTerneHb mop(upru BhIpaKEHHAs!, KOJIMYECTBO
nopdupunos 0,4-0,8mr/1.

B OnoxumuueckoM aHajau3e KpOBU —
ypoBeHb T1t0K03b!1 0T 4,010 8,4.OnHOKpaTHO
camkeH kammit 3,4 @opma 3,5-5, Mxmonb/i),
C-peakTuBHBII 0€I0K MoBbIlIeH 24 ([HOpMa —
oTp.)

[ToBeimien Ig E B chiBOpoTKE KpOBU —
213 fopma 1o 100ME/m)

OKI' — cuHycoBas Taxukapuus,
MPU3HAKH TaXUKAPJAUYECKOTO CHHIPOMA.

Brimucana ¢ aguaraozom: Ilopdupus c

SIBICHUSAMU MTOJIMHEVPONIATU . Bsunbrit
MPOKCUMAaJIbHBIN TeTparnapes.
[Mepudepuueckas BEreTaTUBHAs

HemocTatouHoCcTh. CaxapHblid quader, tum |,

CpemHell TsSKeCcTH, CTagus KOMIICHCAINH
(BrrepBhIe BBISBICHHBIN). Bomesns Ammucona?
PacnipocTpaneHHBI OCTEOXOHIPO3.

[TarmuenTka OblTa  HampaBieHa B
XCMI'L] anist yTouHEHUs JUarHo3a.

JlononHUTENHHO K aHaMHe3y
cooOmuia, 4To HakaHyHe OOJIe3HH, B aBIyCTe
2009 otapixana Ha mope (Mucxop), CoHIE
MEPeHOCWIa <«HOPMAJIBHO», HO 3aropana
oueHb ObicTpo. Kpome omepanuu, B Hauaie
CEHTSIOps1 OBLIM AMOIMOHAIBHBIE HAIPY3KU —
«repexuBasia  Tmepen  cBagp0o0il  Oparax».
Otmeuaer cyO¢peOpmiIbHYIO TeMIlepaTypy Ha
MPOTSHKEHUH  BCETO  BPEMEHM  OOJIE3HHU.
TemmepaTypa  HOpMamu3oBamzach  OKOJIO
HeZeNu.

N3 anamMHe3a KHU3HU H3BECTHO, YTO
pomunack | peOGeHKOM B ceMbe, CO CIIOB,
OEpeMEHHOCTh U POJBI Y MaTepu MPOTEKAIH
6e3 ocnoxxHeHuit. Ponbl B cpok 40 Henenp,
BeC TMpU POXKICHUU HE TOMHHUT. OTallbl
MICUXOMOTOPHOT'O Pa3BUTHS COOTBETCTBEHHO
Bo3pacty. M3 mepeHeceHHBIX 3a0oNieBaHUI
OTMEYaeT YacThle aHTHHBI, ANMNeHIIKTOMUS,
TyO’KTOMUS. XOJEUHUCTIKTOMUS, CaxapHBINA
nuaoer.

Mecstunsle ¢ 14 mer mo 5-6 nHel,
yepe3 27-28 nneit, perymspaeie. Ilepas
O6epemenHocts B 1995 mporekama ¢
SBJIGHUSIMU TOKCHKO3a 10 8 Hezenb. Ponbl B
cpok 40 Henens, poauics Manbuuk. Co CIOB,
pebeHok 3710poB. Bropas GepeMeHHOCTh B
2005-2006 mporekama C  SBICHHUSIMH
TOKCHKO3a 110 4-5 Hemenb OepeMEHHOCTH.
Poner B cpok 40 Hexenb, poAUIICS MajbyuK.
Co cnoB, pebeHok 3a0poB. Yepes 2 mecsia
mocjae pojaoB, MOSBHJIACH OcCTpas 00ib B
MpaBoO¥ TOAB3IOIIHOW 00JacTH. 3amoa03peH
anmeHaunuT. Bo BpeMs omepanuu MpoBeIH
anmneHJIdPKTOMUI0O M TyOSKTOMHIO crpaBa. B
aHamHe3e 4 MeIUIMUHCKUX abopTa B MalioM
cpoke OepemenHoctu. Ilocnmenmumii abopt
BecHoi 2009

B d¢enorune ooOpamator Ha ceOs
BHUMaHue. Bec 6I1kr, poct 17Zm, koxka —
€IMHUYHBIE HEBYCHI, aHTUAKTA3MsI HA MPABOM

MpeaIIeybe pa3smMepom 1,5%1,5cmMm,
BBIPQXKEHHBIM aKPOIIMAHO3 KHUCTEW; BOJIOCHI
TOHKHUE, TUNIEPTPUXO03 Ha TOJICHSX

HEJ0CTATOYHOCTh TOKOKHO-)KHPOBOTO CIIOS;
TUIIOTOHUS MBIIIIIL, Opr)KHOCTI: T'OJIOBEBI
56cM; MUPOKOE JHIO; AHTHUMOHTOJIOWTHBINA

3



paspe3 ria3; BOTHyTasl CIMHKA HOCa; IIpaM B
obnmactu (uibTpa crpaBa; Kapuec, >KEIThIA
HaJeT Ha  A3BIKE;,  KOpPOTKas  Ies,
CKOJINOTHYECKAS OCaHKa; BBIpaXXEH
MpaMOPHBI PUCYHOK KHUCTEH, BBIPAKECHHAS
BEHO3Hasi CETh Ha HOrax, IOBEPXHOCTHO
PaCIOJIOAKEHBI COCY/IBI.
KimHuko-reHeaornyecKkuii aHaiaus
BBISIBUJI  OTSITOUIEHHOCTh POJOCIOBHOM IO
Oecronuio, YMCTBEHHOH OTCTaJOCTH,
TUTNIEPTOHMYECKON OO0JIe3HH, TIOTUAPTPUTY,

3a0oJj1eBaHumIo Jterkux (puc.l)
CBEIICHUN HET

[TA- IIOJINAPTPHUT, I'b -
rUnepToHnyeckas 6ose3Hb, YO- yMCTBEHHaAs
OTCTaJIOCTh

3a0.

72 81 83
MA
48 VO 50 52 B 59
29 27
15 ‘oooo 6
Puc. 1 Pooocnoenas cemou C.
B HeBposormyeckom craryce — HE MOXKET BCTaThb. Hapymenue

YCTAaHOBOYHBI HHCTarM, BEKH HECKOJIBKO
MITO3UPOBAHbI, OCIA0JICH aKT KOHBEPICHIIUH,
rojioc — Tuxuil. ['JIoTaHMEe HE HapyUIEHO,
aCUMMETPUU HOCOTYOHBIX CKJIQJIOK — HeT.
Mprieunsiit Tonyc nuddy3Ho CHMKEH, JaeT
CHIDKEHHE CHJIBI B pyKax M Horax a0 30,
CHIDKEHHE CUJIbl  OOJIbLIIE  BBIPAXEHO B
AUCTAaJIbHBIX oTAaciax. CYXO)KI/IJ'IBHBIG
pediekchl BBICOKHE, 0€3 YEeTKOW pa3HOCTH
CTOpOH, KJIOHYCBI CTOII, CUMIITOM
[tpromnens ¢ 2x ctopoH. CaMOCTOSTENHHO

YyBCTBUTENBHOCTH ¢ ypoBHI C; B BuUze
«KynaJIbHUKa CTaporo oOpazma»,
BBIp@)KEHHAsi rumecre3uss ¢ ypoBHs Cy,
KOTOpasi MUMEET MECTO Ha TYJOBHUINE M Ha
NPOKCUMANBHBIX ~yJacTKaX pyK ¥ HOT.
CouHKTEepHBIE  HapylIeHHS 10  THUIY
HelepkaHusi (Ha MOMEHT OCMOTpa HOCST
HETIOCTOSIHHBIN XapakTep).

B craryce Ha MOMEHT OCMOTpa HMeEeT
MECTO TeTpamapes, JIBYCTOPOHHSIS
HHpaMuTHAas CHMIITOMATHKa,
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YYBCTBUTEIbHBIC HApyLICHHs, CHUHKTEPHBIC
HapyLIECHHUs.

2.11.09r NAlMEeHTKA
KOHCYJIbTHPOBaHa aupektopom XCMI'L,
wi-kopp. AMHY, a.m.H., npodeccopom
E.f.I'peyanunnoi.

VYyursiBas KaJIo0OBbI, aHaMHe3,
TUHAMUKY pa3BUTUSA 3aboneBaHus,
0CcOO0eHHOCTH (peHOoTHIa, aHHBIE KIMHHKO-
TeHEaJOTHYECKOT0 aHaln3a, COMATHYECKOTO
U HEBPOJIOTUYECKOTO CTaTyCOB, JIaHHBIE
JIOTIOTHUTEIBHBIX ~ METOJOB  OOCIIEIOBAHUS
MOKHO JyMaTh, YTO y OOJbHON UMEET MECTO
COUYETaHHOE HapYIICHHUE oOMeHa -
WHTEPMUTTUPYIOIIAs TOphUpUs U aePUIuT
(dbepMeHTOB (PONTATHOTO HHUKIIA.

PexomennoBano noo0cnenoBaHue:

[TonHblidi  OMOXMMHYECKHN  aHAU3
KpPOBH.

Onpenencuue aMHUHOJIEBYJIMHOBOM
KHUCJIOTHI ¥ TOP(GOOMIMHOTCHA.

BOXX aMMHOKHMCIIOT KpOBH.

['omorucTenH KpoBH.

HccnenoBanue MOYHU Ha
OpraHMYEeCKHEe KHUCJIOTHl METOJOM Ta30BOM
XpomaTorpaduu Macc-CreKTpOMETPHUH.

HccnenoBanne mnonuMoppu3sMoB B

reHax CHUCTEMBI ¢donatHorO IIUKJIA,

CBEPTHIBAIOIIEH CHCTEMBI KPOBH.
I{uToreneTnueckuit aHaIu3 c

ucrnonb3oBanueM G-u C-okpacok.
KommnnexkcHoe oOcnenoBaHue u

JICYCHHE B YCJIOBHUSX HEBPOJOTHYECKOTO
cranroHapa [{IKBbNe5.

B6 o 50mr/cyT.- 2 Henenm.

@onueBas kuciaora mo Sur/cyr- 2
HEJIeITH.

[Tocne n000cIe0BaHus
PEKOMEHI0BAaH OCMOTp eX consilio.

Pe3yabTaThl NPOBEIEHHOT0
oociaenoBanusi B XCMI'LI:
CKpHHHHT-TECTBI MOYH: poba

OOepmetiepa — HE3HAUUTENbHBIA Cieabl (B
HOpPME OTp.), OCTalbHbIC TIOKa3aTeaH B
npenenaax HOpMbI

TCX AK «kxpoBu — r1iunuu?,
acraparvHoOBas KUCI0TaT, acriaparuHy

TCX YIJIEBOJIOB KpPOBU —

HOpMOTpamma

AHanu3 MOYM Ha OpraHMYECKHe
KHCIIOTH — TIOBBIIIEHHE YPOBHS TapTapoBOil
kuciotel-7,09; cynbdutHeii Tect Mmoun< 10
mr/m1 (N oTpuIiaTeTbHBIN).

Ananu3  cBOOOJHBIX ~ aMHUHOKHCIIOT
KpoBHu MeTog0oM BOXKX— HOpMOrpamma

AHanu3 KpoBH Ha romMorucTenH — 13,2
MKMOJIB/JT

JAHK-ananu3 TEHETUYECKOU
MIPeIpacroI0KEHHOCTH: HCCJIETOBaHbI
MOJUMOP(HU3MBI B TeHaX CHCTEMBI (DOJIATHOTO
nukia. OOHapyKeH TOMO3UTOTHBINA KOMITaAYH/T
677 C/T MTHFRu 66A/G MTRR.

Yepes Hemenmo Ha GOHE MPOBOAUMON
TepanuH, OTMEYEHO MOJIOKUTETbHAS
OUHAMHKAa —  YMEHbBIIMJIACh  CJIabOCTh,
Hapocia cuja B pyKax, HoOrax, MaIlUeHTKE
CTaJIO JIErye XOAUTbD.

09.11.2009r B HEBPOJOTHYECKOM
otaesenun LIKB Ne5 npoBenen koHcHiInym
B cocraBe. gupexkropa XCMI'L, ua-kopp.
AMRY, I.M.H., npogeccopa
E.AA.I'peuannnoii, HeBpomnarosnoros IKb
No5.

OnenuBasi cocrossHue OOJIBHOH B
IUHAMHKE, CIeAyeT OTMETHTh CyOBhEKTUBHOE
U OOBEKTHBHOE YIYUIICHUE TOCJIE HAayaToro
nedenusd. [lpu uccnegoBanuu noauMopdHBIX
reHoB (DOJIATHOTO IMKJIA BBISBICHBI MYTAIlUU

OTMMOP(DHBIX TE€HOB dbepmeHTOB
METHIICHTETPAruIpooaaTpeyKTa3bl u
METHOHUHCHUHTA3PEIyKTa3bl, KOTOpBIC

CBUACTENLCTBYIOT O HapyIIeHHH OOMeHa
MeTHOHMHA u  nedunure  GEepMEHTOB
¢donatHoro nwmkia. HaiineHHele MyTanuu
MOJIMMOP(HBIX ~ T€HOB  CONPOBOXKIAIOTCS
HapylIEHUEeM TMOpsAKa TE€HHOM HSKCIpPECcCHH.
NmMenHo modToMy y OONBHOW MPOSBUIOCH
NENUCTBUE TOYECUHOU MyTaluu reHa
nopdupuu. Cyns no xapakrepy KIMHHUECKUX
MPOSIBIICHUH HAa MOMEHT 3a00JIeBaHUS €CTh
OCHOBaHUS MIPEANOIOKNTH OCTPYIO
nepeMexaronryrocst moppupuro. Tak Kak Ha
(dboHE TEHIEHIIMW W YIY4IICHUS O0OIIero
COCTOSIHUSI OCTarOTCs BBIPAKEHHbBIC
KJIIMHUYECKHUE, HEBPOJIOTUUECKUE MPOSIBICHUS
B BHIE OHIEHATOMUEIONOINHEBPOIATHI
BO3HHUKAE€T HEOOXOIHMMOCTh  MPOJOJIKUTH
HayaToe JICYCHHUE, OTpaHUYUB ero
HEOOXOIUMBIMU TIperapataMd M IPOBECTH
KT B cocyaucrom pexume HIEHHO-TPYIHOTO
oT/ieNa TO3BOHOYHMKA. Takoe uccienoBaHue
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HEO0OXOIMMO B CBSI3U C T€M, YTO 3a00JIEBaHUE

HA4yaJoch ¢ OCTPOH OONM B TPYIHOM OTHAEE

MMO3BOHOYHUKA W TPYIHOU KJIETKH M MOTJIO

OBITH 00YCTIOBJIICHO TPOMOO30M.
PexomennoBaHo:

—  TPOJOJIKHUTH
CUMIITOMATUYECKYIO
HEBPOJIOTHYECKYIO TEPATTHIO

- (donmeBas kucnora Svr/cytr — 7
THENH

— BuT B6 5Qvr/cyt — 7 nHei

— Hwtpapruaus no 1 ammyne 2
pasa B JICHb

— Buramun B12no 1 tabnetke -
10 gueit

— AckopOuHOBasi KHCIOTa TIO
0,5r. 2pa3a B eHb

— IIpoaomxuTh TUETOTEPANTHIO

— B numny BkItoYaTh JIMMOHBI

— IloBTOpPUTH aHau3 Ha
roMouucTenH kposu, BOXX
AK  kpoBH, wHcCcClenOBaHUE
OpraHUYECKUX KHUCJIOT
METOJIOM razoBou
xpomarorpaduu macc-
CHEKTPOMETPHH.
OxoHYaTeJbHBbIN AHATHO3!

IHepemexawmasica noppupusi. ldepuunt
(epmenTOB (POJIATHOTrO HMKIIA.

IToBTOpHBIN OCMOTp Yepe3 HENETIO.

Ha ¢one npoBoaumoii kodakTopHOI
Tepanuu OTMEYeHa MOJIOKUTEIbHAS
JMHAMUKA: OTMEYaeT yMEHbIIEHHEe OoO0IIen
ciabocTd, yTOMIISIEMOCTH, Hapociia Cujia B
pyKax, HOrax, MOXET CaMOCTOSATEIbHO
MOMHATHCA U3 TOJOXKEHUS Jiexka, XOAUT Oe3
MOAJEPIKKH, YILLITA cUHKTEpHBIC
HapylIeHHUs, OTMEYaeT  BOCCTaHOBJIEHHUE
YyBCTBUTEIBHOCTH B pyKax, B BepxHel

IIOJIOBUHE TYJIOBHILA, ocTaeTcs
TUIEPECTE3 NS, IKEHUE B CTONAX.
B  HeBponormyeckom  craryce -

MOJIOKUTENbHAS JUHAMHKA. Hapocja Cuila B
pykax u Horax a0 4 O0amioB, MOXeT
CaMOCTOSTENILHO BCTATh C IMIOCTENH, XOJHUT 03
MOJICPIKKH, CYXOXKHIIbHBIE PedIeKch ¢ pyK
cCpemHe KHMBOCTHM, C HOT - OXHBICHBI,
KJIOHYCOB ~ CTON  HET, MaTOJOTMYECKUX
CTONHBIX 3HaKoB - HeT. Jlaer HapymeHue
YyBCTBUTEIHLHOCTH B 30HE MHHepBaruu Th9-

Th12, THIIEPECTE3NIO Ha CTOIax.
KoopaunatopHbie poOBI BBIIIOJIHSIET
YIOBJIETBOPUTEIHHO.

PexomMenmoBano:

— IIpomomxuTh JaUETOTEpAIUIo,
PEKOMEHI0BaHHYIO paHee.

— IIpomomxuthb Ha4yaTyo
HEBpPOMNATOJIOTAMH TEPAIIHUIO.

Ha ¢one mpoBomumoi Ttepanuu,

yepe3 HeJIeJIIo, COCTOSIHUE
CTaOWJIM3UPOBAJIOCH, YIUIA CHMIITOMATHKA,
IarueHTKa BBINIACaHA IOMOI1 B

YIOBJIETBOPUTEIILHOM COCTOSIHUH.

BeiBogpl: Takum o0pa3oM B HaiieM
HaOJII0JIEHUU UMEJIO MECTO COYETaHHE OCTPOi
nepemexarouied nopupuu u - neduimra
dbepmenToB ¢domarHoro mwkiaa. I[lyckoBbIM
MEXaHH3MOM Pa3BUTUS OCTPOrO MPHCTyIa
nopupuu SBUINCH COYETAaHHE WHCOJALINH,
OTEPaTHBHOTO BMEMIATEILCTBA U TOJIOJAHHUS

B MOCIIEONEePAlIIOHHOM nepuoze.
BrisiBieHHbIN neUIUT (dbepMeHTOB
¢donaTHOrO 1UKIA y TMalUUETKU C OTpOM
nepemMexaronie  nopdupueir  Mo3BOIWI
pazpabotarh 3(pGEKTUBHYIO W aJeKBaTHYIO
TaKTUKY BEJICHUS C Y4ETOM
ATHOINATOT€HEeTHYECKUX MEXaHHU3MOB

Pa3BUTHA MTATOJIOTUH.
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PE3IOME
B crarbe npoaHnanu3upoBaHO HAOMIOACHUE COUYETAHUS OCTPOM MepeMeKarolie mophupuu u
nedunuta GpepMeHTOB POTATHOTO IIUKIIA.
KiroueBsble ciaoBa: nopdupust, nepunut pepMeHTOB POJATHOTO ITUKJIA.

PE3IOME
B crarTi mpoaHaiizoBaHO CIOCTEPEKEHHS MOETHAHHS TOCTPOi MmepeMekardoi mopdipii ta
nedinuty pepMeHTIB GOJATHOTO LUKITY.
Kurouogi cioBa: nopdipist, nedinut ¢pepMeHTIB HONTaTHOTO TUKITY.

SUMMARY
The Article analyzed a combination of monitorirayige intermittent porphyria, and shortage
of folate cycle enzymes.
Key words: Porphyria, folate cycle enzyme deficiency.



