deHunnketoHypua (PKY) — HacneacTBeHHOe ayTOCOMHO-PeLEecCMBHOE reHeTuuyeckoe 3abosieBaHue, Bepyliee K
cucteMHomy meTtabonmyeckomy cbol B OpraHM3mMe, B OCHOBE KOTOPOrO /NIEXKWUT HapylleHWe aMWUHOKUCIOTHOro
obmeHa. OKY o06beauHAET HECKONbKO reHeTudeckux ¢opm: Knaccuyeckasa PKY, obycnosneHHasa  peduumtom
beHnnanaHMHrMgpoKcmnasbol - GepmeHTa, pacwennawowero ¢eHMnanHMH [0 TUPO3UHA, M aTUNUYHble ¢opmbl,
CBA3aHHble C  JgeduuMTOM  MAM  HapyweHuem  Buoxumuyeckoro  obmeHa  MTepMHOBOro  Kodaktopa
(teTparnapobuontepuHa BH4) — runeppeHmnanaHmHemms (1).

KnnHuueckune nposeneHna ®KY - NoBbIlWEHHAA KOHUEHTPaUua deHunanaHMHa B KPOBM M TKAHAX OpraHvM3ma, 4To B
OTCYTCTBME NEYEHUA MOMKET MPUBECTU K Pa3BUTUIO CYAOPOr, INUAENCUM, TAXKENON M HeobpaTUMOW YMCTBEHHOWM
OTCTANIOCTU W TMOBEAEHYECKMM OTKNOHEHMAM (2). B ocHoBe naTtoreHesa nopaxeHus LIHC nexuT HakonneHue
deHnNnanHMHa U NPoAyKTOB ero aHoMasbHOro metabonunsma. Bcnepcrene metabosnmyeckoro 6/10Ka akTMBUMpYHOTCA
noboyHble NyTM obmeHa deHunanaHwWHa, U B OpPraHU3Me MPOUCXOAMUT HAKOMJEHUE €r0 TOKCUMYHbIX NPOWU3BOAHbBIX -
beHnANNPOBMHOrPaAHON U GEHUIMOIOYHOM KMCIOT, MPaKTUYECKM He 0bpasytowmxca B Hopme. Kpome Toro, M3bbIToK
beHunaTMNaMMHa U opTodeHMNaLeTaTa, MNOYTU MOJIHOCTbIO OTCYTCTBYIOLIMX B HOPME, BbI3bIBAET HapylueHue
meTabonnsma AMnNuaos B ronoBHOM mo3sre. OTHOCUTENBHOE CHUXKEHME KONMYECTBA TUPO3MHA U APYIUX «B6OAbLINX»
aMUHOKMCNIOT, KOHKYPUPYIOLWMX ¢ peHUNANaHMHOM MpU NepeHoce Yyepes remMaTosHuedanmueckuii bapbep, U npamoe
TOKCMYecKoe feicteue deHnnanaHMHa Befét K gedpuumnTy HeMpomeamaTopoB B MO3re, U KaK CneacTBve Bbi3blBaeT
CTaTUKO-MOTOpPHbIE, HeWpo-pedIeKTOpPHbIE U NCUXOOYHKLMOHA/IbHbIE PACCTPOMCTBA, a TaKKe nporpeccupyollee
CHUMKEHWE UHTEeNNEKTA Y TaKMX 6OJIbHbIX BNAOTb A0 UAMOTUM U HeobpaTUMbIX noparkeHnin LIHC (3).

CpepgHsaa uvactota PKY cpegn HOBOPOXKAEHHbIX B Poccum coctasnser 1:8000. Hawmbonee uvacto BCTpeyaeTtca
Knaccuyeckas popma PKY; atunuuHbie dopmbl coctaBnsatoT 1-3% ot obuiero koanyectsa 60nbHbIX (1).

HeoHaTaNbHbIN CKPUHWUHT MO3BOAET CTaBUTb AMArHO3 B NMEPBble Yacbl }KU3HM HOBOPOXKAEHHOIO C MOMOLLbIO aHaNn3a
KpoBu. [lanee AnarHo3 noATBepKAAETCA BPAYOM-TeHETUKOM. PaHHAA AMArHOCTMKa B COYETAHUM C MUPOBLIM OMbITOM
KaK MOXHO bosiee paHHero sieyeHns 60/bHbIX GEHUIKETOHYpUEN cneunanbHo Nogo06paHHOM AUMETON C OrpaHUYEHHbIM
cogepkaHnem deHunanaHnHa B TEYEHMEe XKU3HW, K cyacTblo Ana 6onbHbIX, No3BonseT oTHocuTb PKY ckopee kK
6uoxmmmyeckomy aedeKkty, Yem K KAMHUYECKOMY [AMarHoy W  MWHMMMU3UPOBATb Pa3BUTUE  CEePbE3HbIX
Helpodusnonormyeckmnx natonorui (4).

OTAnunTb Knaccuuyeckyto dpopmy PKY ot geduumta TetparmgpobuontepuHa (BH4) BO3MOMKHO NO KOHLEHTpaLuu
[onaMmuHa B Kposu. BH4 Heobxogum He TONbKO ANA KaTabonusma ¢peHunanaHuHa B TUPO3WH, HO U ONA LEMNOYKU
CUHTe3a TUpPOo3uH-J1-Jona-gonamunH, ¢ NOMOLLBIO TUPO3UHIMAPOKCUANA3bI. HU3KaA KOHLEHTpauua AonaMmuHa BedéT K
NOBbILWEHNIO YPOBHA NPOJIAaKTUHA, TOrAa Kak npu Knaccmyeckoi ¢opme OKY ypoBeHb NpPoaakTMHaA OCTAéTCA B HOpMe

(5).

[o HenaBHEro BpemeHu, AueToTepanusa ABAANACh €AUHCTBEHHbIM 3GPEKTUBHBIM METOAOM JIEHEHWUA KAacCUYeCKOoM
®KY, 1 0OCHOBHOI eé Lenblo 6bI10 NpeaynpeXAeHne pa3BUTUA Pas3MuHbIX nopaskeHuit LIHC, ymcTBEHHOM OTCTanocTy,
HapyLWeHU KOTHUTUBHBIX U dusnonormyecknux GpyHkumin (1). PaumoH 6onbHoro ®KY cTpoAaT no NpuHLMMIY CTPOroro
OrpaHMYeHmna HaTypaNnbHbIX 6ENKOBbLIX NPOAYKTOB, NOCTYNAIOWMX C MULLEA U BBOAA UCKYCCTBEHHbIX aMUHOKUCIOTHbIX
no6aBoK, Hecogepawmux deHunananuH (4). U3 nuTaHMa WUCKAOYAOT NPOAYKTbI C BbICOKMM cofepXaHuem 6esika,
COOTBETCTBEHHO dheHMNananHa: MAco, MACOMNPOAYKTbI, pbiba, pbI6ONPOAYKTbI, MOJIOKO, TBOPOT, OPEXM, LOKOAAZ U T.M.
JonycTumble B AmMeTax MpoOAYKTbl, coAepskaline 6enok: rpyaHoe MOJIOKO, AeTCKMe MOJOYHbIE CMeCcu, OBOLLM W
GpyKTbl, 6oratble HaTypanbHbiMW 6Genkamu, BBOAAT B COOTBETCTBUMM C MOACYETOM COAEPNKALIErocA B HUX
deHnnanaHunHa. B 60/1bWIMHCTBE CTPaH HaTypasibHble NPOAYKTbI, HAa KOTOPbIX CTPOUTCA PaLLMOH, AENATCA Ha TPU rpynnbl
Mo cofep’KaHuio 6esika U COCTaBNAIOT Tak Ha3blBaeMbli «nuLLeBoi ceeTodop» (BbiCOKOE, cpeaHee, ymepeHHoe). Mpu
opraHusaumm anetotepanun HeoBXoAMMO YUMTbIBaTb KAMHUYECKYIO GopMy 3abonesaHus, Bo3pacT pebéHKa, cTeneHb
nepeHoCcuMocT GeHuNanaHnHa, ypoBeHb GpeHnNanHNHa B KPOBK, KOIMYECTBO HaTypasibHOro 6esnka, nofyyaemoro ¢
nuwen (1).

HecmoTpA Ha yA0BNETBOPUTENbHbIE KAMHUYECKUE pe3ynbTaTbl AMeToTepaniuu, y HeKoTopbix nauneHtos ¢ ®KY tem He
MeHee Habntogaetcs passuTUe Helpodusmonormyeckmux pedektos. Kpome TOro, orpaHuyeHus, HaknagblBaemble
MOXW3HEHHbIM COBMOAEHMEM OMETbI, 3a4acTy0 NPUBOAAT K HU3KOM NPUBEPKEHHOCTU K NeveHuto, ocobeHHo cpeam
MOAPOCTKOB, MOJIOAENKM U BEepeMeHHbIX MEHWMH. ITO MNOAYEPKMBAET aKTyanbHOCTb pPa3paboTKM M BBeAEHUA
AONOMHUTENbHBIX METOAOB /IeYEHUA M KOHTpons @KY, yaydllalowmx KauyecTBO »KMU3HM, MNPUBEPHKEHHOCTb K
avetoTepanuM U KAWMHWYECKYD  KapTuHy 3abonesaHus. B yacTHOCTM, 6onbHble MOAyYalOT  KodaKTop
TeTparnapobronTepuH UAM ero CUHTETUYECKME aHanoru (Hanpumep, NIeKapcTBEHHOe CPeaCcTBO canpontepuH) (6), a



TaKxKe «bonblume HeWTpasbHble aMUHOKUCAOTLI» (2). Y HEKOTOpbIX FPynn NauMeHToB, B 0COBEHHOCTM C aTUMUYHOM
®KY, BH4 ctumynnpyetr HopmanbHy0 MeTabonnyecKkyo AeATeNbHOCTb GeHUNANAHMHIMAPOKCUAA3bI, YTO MOBbIWAET
nepeHoCUMocCTb peHnNaNaHNHa U No3BONAET HebObLIME NOrpPeLHOCTY B AneTe.

B HacTosAwee Bpems B Poccuum co34atoTca HaLMOHAIbHbIE MPOrPaMMbl, HaNpaB/ieHHbIE HA MOMOLLb 60/IbHbIM PeaKUMMU
reHeTUYeCKMMKU 3aboneBaHMAMM U UX ceMbAM. B yacTHocTM, ¢ 2005 roga B pamMKax HaLMOHasbHOW MPOrpammbl
«3p00poBbe» NPOBOAMUTCA 0653aTe/IbHbIA HEOHATaNlbHbIA CKPUHWHT AETel Ha CNeKTp BPOMKAEHHbIX TeHEeTUYECKMX
3abonieBaHNI, cpeagm KOTOpbIX U Npobaembl meTabonmnsama, Bkaodaa PKY. B 2004 rogy 6bian NpUHATLI CTaHAAPTbI
neyeHna 6onbHbiXx GOKY. B MockBe B pamMKax MegULMHCKUX UeHTpoB Ha 6ase MocKoBckoro MeamuuHcKoro
YHusepcuteta wum. CeuvyeHoBa, HaLMOHANBHOrO HAY4YHOro UEHTPA 340poBbA AeTei, HayyHo-meanumHCKOro
remaTo/IorM4YecKoro LLeHTpa MPOBOAMTCA NleYeHMEe MaLMEHTOB C PeAKMMMU reHeTudyeckumu 3abonesaHuamu, cpeam
KOTOpbIX 1 OKY.
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