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AkTyanbHocTh. OOMEH TMypHMHOB TMPEACTABISIET COOOM  CIIOXKHBIH,
HEJ0CTAaTOYHO HM3YYEHHBIM OMOXMMHYECKMM IpOLECC CHUHTE3a, NpPEBpALlCHUA U
Kara®onu3Ma MypUHOBBIX IMPOU3BOJHBIX, B KOTOPOM MPUHUMAIOT YYacCTHE MHOTHE
(epMEHTHBIE CHCTEMBI uYenoBeka. HapylieHne myprHOBOrO OOMEHa MpOSIBISETCS
MOBBIIIIEHHON BBIPAOOTKON MOYEBOI KUCIOTHI, UTO MPUBOAUT K runepypukemudt (I'Y)
U TUTIEPYPUKYPUH.

'V BbicTynaer Kak OTATOLIAIOMIKK (DaKTOp MPOrPECCUPYIONIET0 TEUYECHUS
aTepOCKJIepo3a, AapTePUATIbHOM THUNEPTEH3UH, OCTPOM U XPOHHUUECKOH Qopm
uueMudecko 0onesnu cepaua, caxapHoro nuadera (Cll), okupeHusi, XpOHHYECKOU
6one3nn noyek (XBII). Croga ke cieayer OTHECTH M XPOHHUYECKUH aHEMUYECKUU
CUHJIPOM, KOTOPBIM aCCOLMUPOBAH C yXYAIICHUEM IIPOTHO3a y TALIUEHTOB C CEPIAECYHO-
COCYIUCTOM M TIOYeYHOM matojorueid. B xiamHMYeckoil mpakTuke Haubojee 4acto
AHEMUIO TIPU TOAArpe CBA3BIBAIOT C IOpaxxeHneM noudek ¢ ucxomaoM B XDbBII. B
JEUCTBUTEILHOCTH MEXaHU3Mbl pa3BUTUS aHeMUM Yy TmanueHtoB ¢ ['Y Ooiee
pa3HooOpa3Hbl U TpeOyroT audPEepeHIMpPOBaHHOTO TMOJX0Ja, YTO HE BCerjaa
YUHUTHIBAECTCS B KIIMHUYECKOUN MPAKTHUKE.

Heab. M3yuyuTh 53THOJIOTMYECKHE BAPUAHTBI M BO3MOXKHBIE MEXAHU3MBI
Pa3BUTHS AHEMUYECKOTO CUHAPOMA Y MTAlIMEHTOB C TOAATrPOM.

MarepuaJibl 1 MeToAbIL. [ aHanu3a ObUM 0TOOpaHbI 9 cyyaeB MalMEHTOB €
MOJIarpoil ¥ aHEMUYECKHM CHHIPOMOM C M3MEHEHHEM pa3Mepa JIPUTPOIUTOB — 8
MY4MH U | )xeHIMHa B Bo3pacte 45 — 67 ner. Jlnario3 aHeMruy KOHCTATUPOBAIIH ITPU
BBISIBJICHUU CHIDKEHHSI reMorjioonHa y myx4uH menee 130 r/m u menee 120 r/n y
xeHIuH. [lomydeHHble pe3yapTaThl ObUIM NMPOAHATU3WPOBAHBI U COMOCTABIIEHBI C
JUTEPATYPHBIMU JJAHHBIMH 110 U3YYECHUIO TPUYMH, MEXaHU3MOB Pa3BUTHUSI aHEMUH TTPU
HapyLICHUSIX IypUHOBOTO 0OMEHa.

Pe3yabTaTrhl. bisio 0OTMEUeHBI clieyrone 0COOEHHOCTH TeUEHHUs MoJarpsl B
rpynmne aHanu3a: paHHee JaeOrotupoBanue ¢ 23 — 30 Jser, OTSATOIIECHHBIN
HACJICJCTBEHHBIM  aHaMmHe3, To(dycHble (QOpMbI, HEOJIArOMPHUSATHOE, YacCTO
peuuauBUpylollee TeueHue. AHeMHs B OOJBIIMHCTBE CIYy4YaeB COOTBETCTBOBaA
Jerkoit crenenu TskecT (10 90 1/1), B ABYX CllydasiX y NAlMEHTOB MY>KCKOTO IOJIa
OTMEYEHO TIPEUMYLIECTBEHHOE CHUKEHHUE YPOBHS SPUTPOLUTOB 110 3,2-3,5x10%1 npu
ypoBHe remorioouHa 130 — 135 r/n. Ilpu aHanuse pa3mepa 3pUTPOLMTOB ObLIU
BBISIBJIEHBI HOPMO-, MUKPO- U MakpoiuTo3. He y Bcex manueHTOB ObUT BBINOJIHEH
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aHanu3 oOMeHa >KeJe3a, HO MO0 UMEIOIIMMCS JJAHHBIM TsDKEIbIX Keae304eGUIIUTHBIX
COCTOSIHMIA HE OTMEYeHO. TakuM 00pa3oM, MOJYYCHHBIC PE3yJIbTaThl IO3BOJIIIN
o0Cy>XJaTh CJIEIYIOIINe OCHOBHBIC BAPUAHTHI AHEMUI — kKele30eUIIUTHAS, aHEMUS
XpoHuueckoro 3aboneBanus (AX3), MmeranoOigacTHasi U CUAEPOaXpPECTUUECKasl.

[Ipn aHanmn3e BO3MOXKHBIX NMPUYMH Pa3BUTHS aHEMUU NPU MOAATPE CIEAYET
VYHUTHIBATh, YTO HAPYIICHHS ITyPHHOBOTO OOMEHA MOTYT WMETh NEPBUYHBIA H
BTOPUYHBIN XapakTep. B pa3BUTMM NMEPBUYHOM IMOJArpbl BEAYLIYIO POJIb MIPAIOT
reHETUYECKUE HapyIIeHUs] TypPUHOBOTO 0OMEHa, 00yCIIOBIIEHHbIE PEPMEHTONATHUIMH.
K HuMm otHocarca Tsxenas Qopma nedummra  (pepMeHTa TMIIOKCAHTHH-
ryanuHpochopudosunTpanchepassr 1 (60ae3up  Lesch-Nyhan), ero wactuumbIii
neduuuT (cunapom Kelley-Seegmiller), U30bITOYHAS aAKTUBHOCTh
dbochopudozunnupodochar-cuHTeTa’bl U 00JE3Hh HAKOIUJICHUS TJIMKOTeHa Tuma |
(medurut raroko30-6-docdarassl).

AHeMHUS SBIISIETCA HE OCHOBHBIM, HO YaCTO BCTPEYAOIIUMCS CHHAPOMOM 3TOM
rpynnbl  3a00JIeBaHMM M3 pazfena MErajoOJIaCTHBIX aHEeMHil, OOyCIIOBIEHHBIX
BpoXKIeHHBIM HapymienneM cuute3a JIHK. Ilpm OGosesnm Lesch-Nyhan anemus
pedpakTepHa K HA3HAYEHUIO BATAMUHHBIX MPenapaToB, HO MOYTH HUKOT/1a HE TpeOyeT
JEYeHUs] MO CBOEH TshKecTH. M XOTs Takue HacleICTBEHHbIE 3a00JIEBaHMS Kak
cuaapom Lesch-Nyhan ¢ TskenbIMH HEBPOJOTHYECKUMH U MMOBEACHUYCCKUMU
HapylICHUsIMU J1€OIOTUPYIOT B cpoku OoT 1 roga go 10 jeT, oTMedaeTcsi, 4YTo Opu
4acTUYHOM Jiepurinre pepMeHTa KIMHUYECKas KapTHHA MOKET ObITh BapuabelibHa, a
IIPOTHO3 OTHOCUTEIBHO OJaronmpusTHBIA € OOBIYHOW BBIKMBAEMOCTHIO, YTO HE
UCKIIFOYAeT pPa3BUTHE TAaKOrO THINA AHEMUN Y HEKOTOPBIX B3pPOCIBIX MAlMEHTOB C
IOJIarpOu.

K OCHOBHBIM mpuYMHAM Kene30AePUIIMTHBIX COCTOSIHUHN MPH MOJarpe MOTYT
OBITH OTHECEHBI HIIBII-accomunpoBaHHbIe racTpO-3HTEPONaTUU C
PELUIUBUPYIOIIUMUA MaJbIMH KPOBOTCUCHUSIMHU, >KECTKOE COOJIOJIEHUE HEThI C
OTPaHUYECHHUEM ITyPUHOBBIX OCHOBaHMM, XbII.

Xots anemust U 'Y SBASIOTCS 4acTBIMU COIYTCTBYIOUIUMHU 3a00JIEBAHUSIMU
XBII, Bompoc 0 TOM, BIUSIOT JIM OHA HA NOPAKEHUE MOYEK B COUYETAHUU C APYTUMH
CONMYTCTBYIOIIUMH  3a00JICBAHUSMHU WJIH SBJISIIOTCS  NPSAMBIMU  TPUYUHHBIMU
(dakTopamu, OCTaeTcsi CHOPHBIM. BONBIIMHCTBO HCCIENOBATENEeH CXOASATCS BO
MHEHUHM, 4TO0 ['Y M aHeMuss MMEIOT CHHEpPrM3M IPU BIEPBbIC BO3HUKIIEH WU
nporpeccupytomieit XbII. Yka3piBaercs, yto anemus npu XbII B 2 pa3a moBsImaer
puckK pa3Butus ['Y BCieACTBHE YBEIMYEHHS] OKCHIATUBHOTO cTpecca. B Toxke Bpems
€CTh JIaHHbIC, KOTOPBbIE MOATBEPXKIAOT THUIOTE3Y O TOJIOKUTEIBHOM BIHSHUU
MOYEBOW KUCJIOTHI HA TPOJAOIKUTEILHOCTH KU3HU SPUTPOLIUTOB.

Hedunut xenesa mpu XbII moxeT uMeTs kKak (QyHKIIMOHATBHBIN XapakTep,
0OyCIJIOBIICHHBIN MOBBIIIICHUEM YPOBHS TEICHIIMHA, TaK M a0comoTHBIA. K mpounm
MMATOTEHETUYECKUM MeXxaHu3MaM aHemMuu npu XDbII oTHOCAT HEmocTaToyHyro
BBIPAOOTKY  JPUTPONMOITHHA, €r0 THIOPEAKTUBHOCTh, CHWIXKEHHE Iepuoja
NoJIypacrajaa >PUTPOLUTOB, XPOHUYECKOE BOCHAJIEHUE W PHUCKHA IOBBIIIEHHBIX
KpPOBENOTEPb.

102



Cepbe3HOIl albTEPHATUBOM NPUYMHHBIX (DAKTOPOB pa3BUTUS aHEMUH Yy
MAIMEHTOB C MOAArPOH SBIISAETCSA YaCcTOE 3JI0YNOTPEOICHUE aTKOTroieM. AJIKOTOJIbHON
00JIe3HN XapakTepHbI pa3iuyHble (OpMbI aHeMHH (Kele30AePHUINTHAS, AHEMUS
XPOHUYECKOTO 3a00JeBaHusl, CUAEPOOIACTHAsI, Merajao0IacTHas), T.K. TOKCHYECKOE
JEUCTBUE aJKOT OISl MOYKET PEAIM30BBIBATHCS HA BCEX YPOBHIX KPOBETBOPEHHUS.

[lonarpa He ¢urypupyer cpeau TpaauLUUMOHHBIX NpUYMH AX3 (LIMTOKHH-
WHIYLMPOBAaHHAA), T.K. ACCOLUUUPYETCS B KIACCUYECKON MHTEPIPETALUU C OCTPBIM,
OBICTPO pa3pelaUMCs BOCIAIUTEIbHBIM IporieccoM. OJTHAaKO BO MHOTHX CITyYasX,
KaKk ¥ B TpYMNIE HAIIEr0 aHaln3a, ¢ TEYCHUEM BPEMEHHU OCTpBIE IMOAArpUUECKUe
apTPUTHI TPAaHCPOPMUPYETCS B 3aTSKHBIE IIOJArPUUECKUE CTATyChI», a cama [1oj1arpa
— B JIATEHTHO NPOTEKAIOIIMI XPOHUYECKUI BOCIIAIMTENBHBIN ITpouecc. Kpome Toro,
pa3Butuio AX3 mpu nogarpe MOKET CIIOCOOCTBOBAaTh BBICOKAsi KOMOPOUIHOCTH IO
3a00JIeBaHUsAM, acCOIMUPOBaHHBIM ¢ ATUM BapuantoM anemuu (CJI, XCH, XBII,
XpOHUYECKast OOCTPYKTUBHAsS OOJIE3Hb JIETKUX).

Cpenn mpounx BO3MOJKHBIX NPUYMH Pa3BUTHS aHEMUU IIpu noxarpe u ['Y
CIeAyeT yYMTBHIBaTh JekapcrBeHHble BozxaevctBua. HIIBII,  amnomypunon,
(pebykcocTar, KoIXULUMH, UHrHOUTOpHl AlI® — mnpenaparbl, KOTOpbIE YacTO
UCIIOJIB3YIOTCSA Yy MAallMEHTOB C TMOJArpod W MOTYT MPHUBOJUTH K Pa3BUTHUIO
aHEeMUYecKoro cuHapoma. KoJxuiuH accouuupoBaH € pa3BUTHUEM arlulaCTHYECKOU
aHeMHH Ha (OHE MHUEJIOCYIIPECCUH, CIOCOOCH HapyIlIaTh BcachiBaHUE BUTamMuHa B12
BCJIE/ICTBUE MHIYKIIMM ManbaOcopOIuu. AmjacTUueckas aHemusl (QUIYpUpPYeT U B
nepeyHe MmoOoYHbIX 3(D(PEKTOB aIONypHHOIA, a B MHCTPYKUIUHU K ¢edykcocTary
aHeMMs OLICHMBAaeTCs Kak HewyacToe ocioxkHeHue. [laronornyeckue 3¢pdexTsl Ha
KpoBeTBOopeHHe HUHrHOuTOpoB AIID peanusyroTcss uepe3 3pPUTPONOITHHOBBIC
MEXaHU3MBI.

BbiBoabl. AHEMUYECKHH CHHIPOM SIBIISICTCS HEIOOIIGHCHHOM MpoOiIeMoit
BEJICHUS NMAMEHTOB ¢ nojgarpoi. CI0KHOCTH MHTEPIPETAMi aHEMUU TIPH MoAarpe
OOyCJIOBJIEHBI €€  MOJIMATUOJIOTMYHOCTBIO,  Pa3HOOOpPAa3HBIMM  MEXaHH3MaMU
peanu3aluyy BBUAY BO3JCHCTBUS MPUYMHHBIX (PAaKTOPOB HA Pa3IUUHbIC STaIlbl
KpOBETBOPEHUS. XapaKTEPHO COYETAHWE HECKOJbKHX MPUYUH PA3BUTHSA AHEMHUH Y
OJIHOTO TalueHTa. Y MalHUeHTOB ¢ JAe0I0TOM MOAarpbl B MOJIOJOM BO3pacTe u
OTSITOIIEHHOW HACJIEJCTBEHHOCThIO HE MCKIIIOYAETCs HaJu4he CTepThIX (QopM
T€HETUYECKU JEeTEPMUHUPOBAHHBIX (hepMeHTonaTuil. [Tpu nr000ii cTeneHn aneMuu y
HalyeHTa ¢ Mojarpou 1enecoo0pasHo MOJHOE IeMaToJI0rHuecKoe 00CiIeJOBaHUE C
OLICHKOM COITyTCTBYIOLIEN MATOJOTUU JUIsl YTOUHEHHSI IPUYMHBI aHEMHH, TAKXKE Kak
IpU aHEMUHU HESICHOW ATHOJIOTHH 1IeeCO00pa3HO OINpeAesieHUE YPOBHSI MOYEBOU
KHCJIOTBI.
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