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Tabnuua
Xapaxmepucmuku yepebpanvHozo KPo6OMoKa 6 2pynnax 6onvHbIX 04eHb bicokozo pucka OHMK,
10 0aHHbIM mpanckpanuanvroil donnnepozpaguu (M+tm)
OcHoOBHasi rpyma’ Ipymma cpaBHeHMs
ITokasarernb!

BCA CMA TIMA 3MA BCA CMA IIMA 3MA
Vinax, CM/C 96+5 76+5 57+3 5612 141+6 4242 33+2 30+1
Vmin, CM/C 47+3 47+3 35+2 4242 87+3 28+2 25+2 23+1
PI, ycn. ep,. 0,63+0,02 | 0,65+0,04 | 0,63+0,03 | 0,74+0,03 | 0,35+0,02 | 0,43+0,02 | 0,42+0,02 | 0,61%0,02
RIL, ycn. en. 0,65+0,03 | 0,43+0,02 | 0,56+0,02 | 0,45+0,02 | 0,89+0,06 | 0,68+0,04 | 0,72+0,02 | 0,69+0,03
D, mm 3,3+0,1 1,8+0,1 1,7+0,1 1,4+0,1 1,9£0,1 1,5+0,1 1,4+0,1 1,3£0,1

!'Vinax M Vimin — MaKCMMa/IbHast ¥ MUHMMAJIbHAsE CKOPOCTY KPOBOTOKA, PI — ImyrbcarioHHbIit nHAEKC, RI - MHIEKC pe3sncTUBHOCTI

(mepudepmyeckoro conporusienus), D — quamerp.

23pech (Ha CTOPOHe BMeIaTe/NbCTBA) U B Ipymile cpaBHeHuA: BCA — BHyTpeHHsA coHHas apTepuss, CMA - cpefHAs MO3roBas
aprepus, [IIMA - nepennss Mosrosas apTepus, SMA - 3afjHssA MO3TroBasi apTepusl.
3 PasHuIja 110 BCeM COOTBETCTBYIOIIVM ITOKa3aTe/AM C OCHOBHOJ IPYIIIION CTATUCTUYECKY 3HaUMMa 3a ucKmodennem D 3MA.

YeM IIPY JIEYEHUY NIIEMIYECKOTO MHCYMbTA, COIIACHO CY-
LIECTBYIOIVIM CTAaHJApPTaM, ¥ IPaKTUIECK He 3aBVICENIN
OT BJJIa OIIEPATMBHOTO BMEIIATENCTBA. XMPYyPrudecKoe
JIedeHye 06ecIIeurBajIo 3HaUNTEIbHOE U IIPOIOJDKUTE/IBHOE
yIy4ILIEH)Ee BHY TPYMO3TOBOTO KpPOBOTOKA, BBIPaXKaBIIEECd
B CHIVDKEHMM CKOPOCTM IIOTOKa BO BHYTPEHHEN COHHO
apTepyuy M YBEIMYEHNN €TI0 BO BHYTPMMO3IOBBIX COCYTAaX
Ha CTOpOHe BMeIAaTe/IbCTBA. JHaYMMOe [TOBbIILIeH) e MO3I0-
BOT'0 KPOBOTOKA, JOCTUTHYTOE B Pe3y/IbTaTe OIIEPATMBHOTO
HOCOOYS, COOTBETCTBOBAJIO aIcKBATHOMY CHIVDKEHMUIO Iie-
pebpoBackynsipHoro pucka u npodpunakruke OHMK.
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THE SURGICAL PREVENTION OF ACUTE DISTURBANCE
OF BRAIN CIRCULATION AT PATIENTS WITH A STENOSIS
OF AN INTERNAL CAROTID
A.Zh. Bekbosynov
City Hospital No. 1 (49 Lomova St. Pavlodar 140013 Republic
of Kazakhstan)
Summary — Results of surgical treatment (eversion and open endart-
erectomia) of 28 patients with a hemodynamical significant stenosis of
an internal carotid (60-90%) are presented. The received results were
compared with results of conservative treatment at 28 other patients
with similar stenoses. Substantial and long increase of an intracere-
bral blood flow is provided when carrying out surgical treatment. In
6 months decrease in speed of a blood flow in carotid and increase —
in intracranial arteries concerning group of comparison is defined.
The significant increase of a brain blood-flow reached as a result of
surgery, corresponded to adequate decrease in cerebrovascular risk.
Key words: brain vessels, atherosclerosis, endarterectomy,

Doppler sonography.
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HACNEACTBEHHA! TUPOSUHEMUS | TUNA
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! Mepuruuckmit uactutyT CeBepo-Bocrounoro denepansHoro yausepcnrera umenu M.K. AMmocosa (677000, 1. SIkyTck,
yi. OityHckoro 27), 2 Pecriybnukanckas 6ombauma Ne 1 (677000, . SIkyTck, Ceprensxckoe 1mocce, 4)

Kniouesvte cnosa: muposun, ymapunauemamauoponasa, Mymayus, MoneKyapHo-2eHemu4ecKuti aHanus.

Tuposnnemus I tuma - pekoe HacnefCTBeHHOE 3a60/IeBaHMe, CBA-
3aHHOE C HapyllleHMeM 0OMeHa TUPO3UHA BCTIeHCTBIE TeHeTUYECKI
06ycnoBIeHHOTO AeduiyTa GpymapuiareTaTTuaponassl. 3abonepa-
HIE ITPOTEKAET VICKITIOUUTETbHO TAXKEIIO, CBBIIIE ITO/TOBMHDI ,ueTei[ HE
moxuBaer fo 1 ropa. ITpy mosnHeit popme 601e3Hb MaHUeCTUPYET
B BO3pacTe CTaplie 6 MecCAIeB U XapaKTePU3yeTCs MOJOCTPBIM
TedeHNeM. B KIMHM4IecKoll KapTrHe IPe06IafaloT CUMITOMBI IO-
PpaXeHus NedeHl, TIoYeK U 3afiepKKa IICMXOMOTOPHOTO PasBUTHA.
B Poccum sapernctpupoBaHo 4 NOATBEPKIEHHBIX C/Iy4Yas 3TOTO
3aboneBanua. OnucaH cayvail TMposuHeMuu I Tua ¢ paHHUMYA
KIVHUYECKUMIY NposBiIeHuAMY B Pecny6nuke Caxa (Akytusa).
JIuarHo3 O6bUI YCTaHOBJIEH IIOCTIEe KOMIUIEKCHOTO 00C/IefOBaHNA 1
MOJIEKY/IAPHO-TEHETMYECKOTO aHA/IM3a.

ViBanosa Onbra HukonaesHa — fi-p Mef; Hayk, npodeccop, 3aB. Kadep-
poit memuarpun u feTckoit xupyprun MV CBOY; e-mail: olgadoctor@list.ru

Tuposunemus (TE) I tuma BosHUKaeT Ipy HaC/Ie[CTBEH-
HOM HapylLIeHMM oOMeHa THPO3VHA, 00YCIOBIeHHOE Te-
HeTUYeCK! leTepMUHMPOBAHHBIM fiedpuuytoM (pyMapui-
aIleToaleTasbl, KaTaIM3UPYIOLIell IOCIEHIONn CTYIIEeHb
Jerpajlaluy 3TOM aMMHOKUCIOTBL. MOJIeKy/IApHO-TeHeTH -
JecKoe YICC/Ie0BaHe PV JAHHOM 3a00/IeBaHNY BBIABILIET
MyTanuio B rene FAH, nokanmsoBaHoM Ha 15-if xpomocome
B peruoHe 15q23-q25. BenencrBue pedunyra pymapui-
alleToaleTa3bl IPOMCXONUT HAKOIUICHNE B TKAHAX GyMapyI-
alleToalleTaTa, MaJlelIaleToalleTaTa, CyKIMHIIAIeTOHA U
CYKLMHMIalLeToanerara. IlepeuncieHHble MeTabOMUTDI
OKa3bIBaIOT TOKCUYECKOe HeliCTBUE Ha KJIETKU HeYeHU U
IPOKCUMa/IbHBIX IIOYCYHBIX KaHA/IbLICB, B Pe3y/IbTaTe Yero
CTpAJIAIOT IIPOLIECChI KaHA/IBIIEBOI peabcopOLyy, B IEPBYIO
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odependb pocdaros. IIponcxomuT BTOpUYHOE yrHETEHME
aKTMBHOCTY IOP(OOIIMHOTeHCHHTA3bl, METUOHNHAIe-
Ho3unTpaHcepassl, Aeruaparassl O-aMIHOJIEBYIMHOBOI
KIUCTIOTBL U psifia APyTUX (PepMEeHTOB, YTO BiiedeT 3a CO00il
3HaYMTeNIbHbIE OMOXMMMIYIeCcKe paccTpoiicTBa. Hapyriaet-
Cs1 aHTMOKCUIAHTHA 3alUTA, aJjaeT 001as aH TMOKIUC/IN-
Te/IbHas aKTUBHOCTH I71a3Mbl KpoBu. I1pu panHux popmax
3ab0/eBaHs B IIepBble HelleTM VIV MECALIbI )KUSHM Y fieTeil
MOSB/IAIOTCSA PBOTA, AMapesd, TelaTo- ¥ CIIeHOMeTaluns, yBe-
JIMYeHMe PasMepOB JKMBOTA, AbIXaTe/IbHble PacCTPOIICTBA,
MOBBIIIEHHAsA Pa3pa’kKUTeIbHOCTb Y MPOrpeccUpyIolas
COH/IMBOCTbD, PEIUCTPUPYIOTCS 0011ast MbIIIeYHAsI TUIIOTO-
HUA U 33JIepKKa IICXOMOTOPHOTO pasBuTus. OTCyTCTByeT
npubaBka Macchl Tena. OTMEYaT CKIOHHOCTD K KPOBOTO-
YMBOCTH, OTEKM PAs/IMYHON TOoKammM3anmu. 3aboneBanne
MPOTeKaeT UCK/IIOYUTEILHO TKEJIO, CBbIIIE IOJIOBYHBI
IeTelt He JOXXMBAT 10 1 roma [2].

ITpu nospHeit popme TE I tnna Mmanudectupyer B Bos-
pacrTe cTapiie 6 MeC. I XapaKTepu3yeTcs HOZOCTPbIM Tede-
HIeM. B ximHIdeckoil KapTiHe Ipeo61ajaloT CUMIITOMBI
MOpaXkeHN:A MeUYeHN U ITOYeK 1 3aep>KKa IICUXOMOTOPHOTO
pasButus. B nmogasisitolieM 60NbIIMHCTBE HAGMTIOTEHNIT
Pa3BMBAIOTCA HUPPO3 [IeUeHM, TsKeasd IedeHOYHas Hello-
CTaTOYHOCTH, epOpMALVist HYDKHIX KOHEYHOCTEI 1 {PyTie
npu3Haky runopocdareMuveckoro paxuTornogoOHoro
3aboneBanusi. OTMEYAOT ITUITONPOTENHEMUIO, TUIIEPOM-
MMPYOVMHEMMUIO, TIOBBIIIeHNEe YpoBHs O-eTonporenHa,
CHIDKeHIe CofiepXKaHus mpoTpombuHa. IIpumepHoO B TpeTn
CIy4aeB AMATHOCTUPYIOT TellaTOLe/UIIONAPHYIO KapLHOMY.
XapaKTepHbl HEBPOJIOTMYeCKMe KpU3bl, HAIIOMIHAIOLIVE
HOPUCTYIBL OCTPOI nopupuu: 601 u cnabocTb B KO-
HEYHOCTSIX, apandy KOHEYHOCTell U iuadparmsl, CyXo-
JKW/IbHASI TUIIOPeIEKCHsT, MBIIIEYHAS TUIIEPTOHS, PBOTA,
aytoarpeccust. Harue Bcero (94 %) marjeHThI TOrnbamT OT
IIe4YeHOYHOI! HeIOCTaTOYHOCTH, IOBTOPHBIX KPOBOTEYEHMIA,
OITyXOJIeV] ITeYeHN ¥ OCTPBIX TOPPUPUEIOFOOHBIX KPU30B C
JIbIXaTeNbHBIMI HapylieHnAMI. Pe6eHOK ¢ KITMHNIeCKUMI
[PM3HAKAMM TAKOTO 3a00/IeBaHNs — KPUTUIECKAs CUTYALS,
MIOCKOJIbKY B OO/IBIIMHCTBE C/Ty4aeB OCTpast MaHuecTarys
" OBICTpOE TPOrpenyieHTHOE TeUeHNe 3a00/IeBaHMsI IPUBO-
IAT K TAKETIBIM ITOCTIeICTBYAM U JIeTaTbHOMY UCXORY IIpU
OTCYTCTBUY CBOEBPEMEHHOI IMATHOCTUKY U CIIeLVIaJIbHOTO
paHHero nevyeHns (3, 4].

B Poccuiickoit efieparium 3aperncTpupoBaHo YeThIpe
HOATBEPX/eHHBIX crTy4dast HacneacTsenHoit TE I tuma [1].
[TpuBoayM co6CTBEHHOE HAOMIOEHE.

Pe6eHoK A. (ManpuKk) ot 1-it 6epeMeHHOCTH, IIPOTEKaBILEN 6e3
OCJIO>KHEHMIT, 1-X poztoB. JTo 2 MecsitieB HaOMIO[ACA Y Y4aCTKOBOTO
negyarpa B yIyCHOM LIEHTpE PeCHy6HI/IKI/I Caxa. B BO3pacTe 2 Me-
cAleB OTCTaBasl B Bece Ha 1200 T, 0TMeYaniuch HeYCTOMYMBBIN CTYT,
JKeNTyXa M yBe/m4yeHme nedeHn. B Bospacre 2,5 Mecsija pebeHOK ObI
rocnuTann3npoBaH B I/IH(beKIlI/IOHHOe OTAC/ICHNUE, Iae Yy HETO 3aI10-
IO3pWUIN POTaBUPYCHYIO MHPeK1uI0. [Toc/ie TpoBeIeHHOro TeYeHNns
COXpaHA/ICA Cy6(1)e6pI/IHI/ITeT, 0TME€4Ya/10Ch CHMIKCHUE aIlll€TUTa,
yBenmmyeHne nedeHn. CocTosHue pebeHka yXy/lanoch 1 gepes 1,5
Mecs1la HOCTaB/IeH IUAarHO3: IIEPBUYHBI MMMYHOZIeDUIINT.

JTabopaTopHO 6bUTa BBIAB/IEHA TPOMOOLIUTONEHIS, IIOBBILIIEHIIE
YPOBHA 1eno4YHolt docdarassl u runepbuanpyounemus. Ilpu
KOMIIBIOTEPHOJ TOMOrpaduu OpraHoB OPIOIIHON IOIOCTH ObIIN
06Hapy>1<eHb1 MHO>XECTBEHHBIE O4YaroBbi€ 06pa303a1—m;1 IIeYECHU "N

TIpaBoro yierkoro. C y4eToM KIMHNMKO-aHAMHECTUYeCKMX TaHHbIX 1
pe3ynbTaToB 06C/IefoBaHMs ObIIa 3aMOO3PeHa XPOHUIeCKas rpa-
Hy/eMaTo3Has 60/e3Hb. B IleHTpe MO/IeKy/LAPHOI FeHeTUKI IIOCIIe
JHK-auarHocTMKy XpoHMYecKas rpaHyeMaTo3Has 60/1e3Hb Oblia
uckodena. [IpoBefieHo reHeasornyeckoe UCCIefoBaHNe, JAHHDIX 32
TUPO3VHEMMIO U IPyTHE PefKIe 3a00/1eBaHNA y O/IVDKHUX U JATbHUX
POACTBEHHVKOB He IOMy4eHO.

7151 y TouHeHNs: IPUPONBI 3a607IeBaHIs pe6eHOK ObLT HallpaB/ieH
B Poccmitckyo fieTckyro KMuHndeckyio 6onpanuy (r. MockBsa), Ifie B
JTabopaTopuM HacleACTBEHHBIX 60Me3HelT 06MeHa BellecTs Meko-
TeHeTMYeCKOro HayyHoro ueHTpa PAMH MeTonoM BbIcOKO3(dek-
TVMBHOJI XpOMaTOrpaduyl yCTaHOBJIEHO HOBBIIIEHIe KOHLIEHTPAL
CYKIMHU/IalleTOHa B Mode 1o 10 MM/M, MeTofioM TaHIeMHOII Macc-
CIIEKTPOMETpPUY — IOBbILIEH)E YPOBHA METMOHVHA U TMPO3MHA.
MornexynapHO-TeHeTMYeCKOe VICCIeOBaHe MEeTOf,OM HePa/iYI0aKTVIB-
HOTO CeKBeHVpoBaHuA B TeHe FAH: B 13 5k30He 0OHapy>keHa 3aMeHa
1090G>C, npusogsmas Glu364GIn B roM03uroTHOE COCTOSIHME.

Iuarnos: HacnencrBennast TE I tumna [E70.2].

B HacrosIee BpeMs IPOBOJUTCA MATOT€HETNYeCKasA Tepamms:
nmanueHT nomyvaet mnpemnapar «Opdaaun» u cmech «TuposugoH».
TTopaB/isAs OOBIYHBII KaTaO0MM3M THPO3VHa Y mauyeHToB ¢ TE I tuia,
opdafH NpenATCTByeT HAaKOIUIEHNIO TOKCMYECKMX MeTabo/INTOB,
BBI3BIBAIOLINX [IOpaKeHMe HedeHy U nodek. [Inranue 6onbHbIx TE
1-ro Tuma O/KHO BK/TIOYATh CHEIMATN3MPOBAHHYIO MUTATETbHYIO
NedebHYI0 CMeCch aMUHOKMCIOT 6e3 deHmMmamaHnHa U TUPO3KHA.

TE I tTuna B Pecny6nuke Caxa (SIkyTus) BbIABIeHa
BIiepBble. HeoOXOAMMBIM YCTIOBMEM CBOEBPEMEHHOII fia-
THOCTUKM PeAKUX HAaCTeACTBEHHBbIX Ooe3Hell obMeHa
BEI[ECTB SB/IAETCSA TECHOE B3aMMOJEIICTBYIE ITEAVATPOB 1
TeHeTUKOB J/IsI BBIPaOOTKY COBMECTHON TaKTUKM 0Oce-
IDOBAHUS TaKUX OObHBIX.
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CONGENITAL TYPE I TYROSINEMIA
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Summary - Type I tyrosinemia is a rare congenital disease deter-

mined as a disturbance in the tyrosine exchange caused by a ge-

netically predisposed deficit of fumarylacetoacetate hydrolase. This

disease is known to proceed very severely. More than half of the

children does not live to be one year of age. The earlier stage of the

disease intensifies at the age of 6 months and up, and is character-

ised by subacute course. Symptoms of liver and kidney lesions, as

well as psychomotor retardation prevail in the clinical picture of the

disease. Four cases of this disease have been confirmed in Russia.

The paper describes one case of type I tyrosinemia with early clini-

cal symptoms diagnosed in the Republic of Sakha Yakutia after an

integrated examination and molecular genetic testing.

Key words: tyrosine, fumarylacetoacetate hydrolase, mutation,
molecular genetic testing.
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