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HACNEQCTBEHHbLIE SABOJIEBAHUA
AMUHOKUCNIOTHOIO OBMEHA.
MONEKYNAPHO-rEHETUMECKUE ACNEKTbI
OBCNEANOBAHUA NPU ®EHUNKETOHYPUU
E.A. Wllectonanosa, C.M. Teepckasa, C.I'. KanuHeHnkoBa, M.A. Jlo6oB

Mockoscknii 061acTHOI HayYHO-HCC/IEA0BATE/ILCKHIl KIIMHHUECKHIT HHCTRTYT
Mengnko-resernuecknii nearp PAMH

Knaccrueckas ®enunkeronypus (PKVY) — ogHo u3 HaubGonee wacTlx HaclieCTBEHHBIX 3aboseBanmii obMena.
HMeer ayTOCOMHO-peLIECCHBHBIA THIT HacnenoBaHui. Kannudeckn OKY B camocroaTensHylo ¢opMy BhliencHa A.
Qenunrom B 1934 rony.

IMaTonoruyeckye NPOABJIEHUS CBA3aHBI C HEAOCTATOYHOCTHIO EYEHOUHOro (hepMeHTa (peHWIaNnaHHHIUAPOKCHIIA-
3b1 (PAH).

3abonesanue , Kak MPaBWIO, BbI3BaHO NMOBpexAcHHEM B rede PAH, nokanrusopaHHOM B ANMHHOM ILUIeYe 12 xpo-
mocomsl (12q22-24). I'en cexBenupoBaH. M3secTHO Ha ceroaAHuMi neHs 6onee 200 MyTanuii B rene PAH. Haubonee
U3 BCex, pacnpocTpaHeHa Mytauus R408W, npusopsmias x 3aMeHe aMHHOKHCIIOTb! aprHHHH Ha TPHITOQaH, YTO BHI-
paxkaeTcs B NOTEpe aKTHBHOCTH (epMeHTa. ‘

HenoctaTo4HOCTh (pepMEHTA BEAET K HapYLUICHHIO Npoliecca rHAPOKCWINpoBanua (enunananvna (PA) B THpO-
3uH. B pesynsrate MeTabonmueckoro 6710ka MPOHCXOMHUT 3HAYMTENLHOE HAKOIUIEHHE B TKAHAX M XKHUAKOCTAX GONBHOrO
opraHu3Ma (eHwIaIaHNHA H TAKMX €ro MPOM3BOAHBIX, Kak (PEHMIMHPOBHHOrpaaHad, GEHIWIYKCYCHas, peHUIMOIOUHAS
KHCIO0THI, GeHmwiTIIaMHH. CNEACTBHEM 3TOTO ABJIACTCA BIIC/ICHHE GONBIIOro KONMYECTBA (EHWINHPOBHHOTPAHOH
KHCJIOTBI B MOYY, HaKOIUIEHHE (PeHIIAIaHNHA B KPOBH ((eHWIaNaHMHEMHA), HapyllleHHe HOpMHPOBaHHA MHEIHHOBOM
oGonoukn Bokpyr axcoHos ITHC.

TonynsuxoHHas reseruxka ®PKVY, kak H 60JIBLIMHCTBA ayTOCOMHO-PELIECCHBHBIX 3a0oneBanni, cnoxHas. Yacrora
@KV B 60/bUIHHCTBE BPONEHCKHX CTPaH B CPEIHEM COCTABJISET, No-BHANMOMY, 1 Ha 10 000 HoBOpOXAEHHEIX. OnHa-
KO M0 3TOMY MOKa3aTeN0 MMEIOTCA 3HAYMTENbHBIC pa3nuuus Mexay nomynsuuamu: 1:2600 B Typuun,1:4500 8 Up-
nanau, 1:6000 B Benopyccun, 1:16000 B Kurae, 1:30000 B ILseuuy, 1:119000 B Snonnn. B Poccun yactora cocrae-
aser B cpeaHeM 1:6000 HOBOPOXAECHHBIX. YacToTa reTepo3nroT B MOMY/ALMM B CPEAHEM M0 €BPONEHCKUM CTpaHaM
coctasnaet 1:100. MexaHH3M HaKOIUIEHMS TE€TEPO3UTOT B NMOMYJALMAX HEM3BECTeH. BeposTHo, 310 06ycnopneHo ce-
JIEKTUBHBIM NPEUMYIIECCTBOM I€TEPO3HUIOT.

Jern ¢ ®KY poxaaloTcs 310pOBBIMH, HO B NIEPBHIC HECNH MOCNE POKACHHA B CBA3H C MOCTYIUICHHEM IHILM U3~
BHE, a BMECTE C Heil ¥ (eHWIaNaHHHA Pa3BHBAIOTCA KIHHHYECKHE HAPYIIECHHA: MOBbIIEHHaA BO30YAMMOCTb, THIIEp-
pediexcus, MOBBILIEHHBIH TOHYC MBIIIL, TPEMOP, CYZOPOXHbIE IMWIENTAPOPMHbIC MPUNAAKA, XapaKTEPHbIH 3amax.
Ecnu 3a6onesanue He GbII0 CBOEBPEMEHHO BBISBJACHO M He ObUIO HAYATO JICUCHHE, Pa3BHBAIOTCA OCMOXHEHMA: YMCT-
BEHHas OTCTANOCTh, CAMITOMATHYECKAsA MMIeNcus, Mukpouedanna. TeueHue 3aboneBaHus MPOrPEAHEHTHOE.
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Ilpy OTCYTCTBHH JIeUeHHs Pa3BUBAETCA TAXKeJad YMCTBCHHAs OTCTaNOCTb.

Pannss quarHocTvka U CBOEBpPEMEHHOE JieUeHHE NPEeTYNPEeKAAIOT PAa3BUTHE KIMHMYECKOH KapTHHEI 3a60J1eBaHHUA.

B Hacrosiiee BpeMsi IOBCEMECTHO BBEJIEH CKPHMHHMHT HA (EHWIKETOHYpHIO. 32 py6exoM CKpHHMHT GbLT BBEAEH B
50-Thix rojax. B Haiueit cTpaHe CKpHHMHI NPOBOIMTCA C KoHIA 70-X rofoB. B MockoBckoii 0671acTH CKPHHUMHT Ha
(hEHMIIKETOHYPHIO C YCIIEXOM NPOBOANTCA Hocnennue 13 ner.

O6cnenoBatue BKIIOYAET BCEX HOBOPOXKACHHBIX. Ha 3-7-blil eHb H3HH B POIOME Y HOBOPOXEHHOro 6epyT
KPOBb U3 NATO4KH M HAHOCAT Ha CNeUHaNbHbIA G1aHk. Bee Gnanky BBICBUIAIOT B MEIMKO-TEHETHYECKYIO 1aGOpaTOpHIO
MOHHKHW, rae u npoBoasT onpeseneHue coaepxanuns pennnanannna (GA) B KpoBH.

PeGenok cunTaeTcs 310poBEIM, ecu ypoBeHs DA B KpoBH He npesblaet 2,5 Mr%. [Tpu yposre DA ot 2,5 10 6
MIr'% pebeHKy cTaBUTCS AHarHo3 runepdenwiananusemun (FOA).

Takue netH noanexar HaGMOAEHUIO, C ©XEMECIIHBIM KOHTPOJIEM 32 YpoBHeM DA B KPOBH, HO JICYEHHE MM He
HasHauaeTcs. JInarHos GeHWIKETOHYPUs BBICTABAAETCA, €C/IM ypoBeHbs DA B KPOBH NpeBhIIaeT 6 Mr¥%. CBoeBpeMeH-
HO BLIABJICHHEIM 3a00JICBAHNE CYHTACTCS, €CIIM AMArHO3 yCTAHOBJICH 0 2 MECALEB XHM3HM PeGeHKa M B 3TH JKe CPOKH
Gb10 HasHaueHo neyeHue. TIpu XOpoIo OTnaXeHHOM COBMECTHOM paGoTe MeIHLMHCKOTO NePCOHANA PafOHHBIX POJ-
AOMOB, y4aCTKOBBIX NEAUATPOB, MEIMKO-TEHETHYECKON J1abOPAaTOPHH, BpaueH-TeHETHKOB, AETH C (EHIIKETOHYpHEi
HE TOJILKO HE MMEIOT OCJIOKHEHHH, HO 110 JOCTIDKEHHIO MMH 16 JIET CHHTAIOTCA MPAKTUYECKH 30POBBIMHL

B menuko-reneiieckom oraenennn MOHHKHU cocrost Ha yuere 285 nereit ¢ muarnozom ®KVY. 180 u3 Hux Ha-
XOASTCA HA MOCTOSAHHOM JICYEHHH ¥ 104 HabmoAeHuem.90 feTel He MMEIOT KaKMX-1HG0 OTKIOHEHHH B Da3BHTHH H B
COCTOSHHHU 310pOBhsL. Y 17 neTel nMeeTca NorpaHuyHOe COCTOSIHUE Pa3BUTHA HHTEJUIEKTa. Y 83 neTeil ecTh OC/OXKHE-
HUA B BH/IE 3a/ICPXKKH NICHXOMOTOPHOTO Pa3BUTHUA M OJNMIOPPEHHH C Pa3IMYHOM CTENeHbI0 BhIpakeHHOCTH. Y 30 u3
180 MMEIOT MECTO OCNOXHEHHs B BHJE CHMITOMaTHYeckoi snujencun. Jleuenue aereit ¢ ®KY xommnekchoe. Bo-
TIEPBBIX, 3TO PacyeT CNCUUANBHON AUETH C PE3KUM OrpaHHueHueM Oelka B Hel, HAYMHAas C MOMEHTA YCTAHOBJIEHHA
AWarHo3a, 1.€. ¢ 1-2-x Mecaunoro Bo3pacta. [lapajuiensHo ¢ Ha3HAYEHHEM AMETHI HA3HAYAETCA CIELHAIBHOE JICYCHHE
ruponusatamu Genka. Cefuac HCTIONB3YIOTC B OCHOBHOM TMADOINHM3ATHI, BhIyckaeMele ¢pupmoii Jhxorcon (CILIA) -
sT0 npenapat Jlopenanak ans neteit po 1 roma u npenapar ®enmn-Opy, wia geteit crapme 1 roga. Taxke X0poLio
3apeKOMEH/I0BaH cebs npenapatsbl, KOTopeie HirorasnuBaet ¢pupma Hyrpurek (Poccus): Adennnak u Terpaden. B
TOCNE/HKHE ABA TOAA CTATH NMPHUMEHATH Npenapartsl, npoussonuMsie B Hcnanun: @enwn-100, u Genun 40, a Takxke
npenaparbl H3 AHrun: PAM 1 PAM 2.

MeaukaMeHTO3HOE JledeHHe NPOBOAAT NpenapaTaMy U3 psa HOOTPOMNOB, a TAKXKE BKJIIOYAET B CeGs CUMITTOMa-
THYECKYIO TEPaNHIO,

B Menuko-renetnueckoit naGoparopun MOHUKH cosmectHo ¢ naGopatopueit JIHK-auarnocTuku Monexynap-
Ho-reHeTHyeckoro ueHtpa PAMH npoBoawiacsk paGora no BeissieHmo MyTaunn R408W B ceMbsix, rie IeTH cTpaja-
10T eHwikeTOHypHei. PesynbraTel paboTsl cnefyiomue. B o6cnesosanny npuusinn yyactue 17 cemeil. Beero 65110
obcnenosano 49 uenosek, B ToM uucie 21 pebeHok. M3 Hux y 19 nereil 611 KIMHHUECKH MOATBEPXKCH AUATHO3 te-
HIWIKETOHYpHs. Y 37 venosek Gbita obHapyxeHa MyTtauus R408W, urto coctaBuino 76% ,a 12 4yenoBek He MMEH B
CBOEM reHoTUne MyTaunn R408W-24% cootsercraenno. Tonbko 3 peGenka, Gonbueix OKY, umenu Mytaumo R408W
B rOMO3MIOTHOM COCTOAHMH(15%). V ocTanbHbix GOnbHBIX AeTel MyTalms Gbula OGHApYXeHa B FeTEPO3UIOTHOM CO-
CTOSIHHH.

ConocTaBnsaa NaHHbIE MOJIEKYNAPHO-TEHETHYECKOTO HCCICAOBAHHA H KIMHHYECKOH KapTHHBI TeueHus DKV B
HAIIEM MCCIICI0BAHMH, 0OpalllaeT Ha cebs BHMMaHHe Gonee Tskenoe TeueHue 3aboseBaHus y peGeHka ¢ MyTauueil
R408W B roMO3HrOTHOM COCTOSIHMH.

TIpobann H. 1989 ropa poxnenus. Jlnarnos ycraHosneH B 2 mecaua. PA-36mMr%. Yposens GA Ha jieueHnu 6-

10Mr%.PanHee NcHx0-MOTOPHOE Pa3BUTHE C HE3HAYNTEBHOM 3aepxKoil. O6yyaerca B o61eobpa3oBaTenbHOi HKOIE
c 8 yer.

Ipu ocmotpe: denoTan oO6bI4HbIH. OKPYKHOCTE [OIOBBI-52CM.

Brun ob6cnenosan no nporpamMme onpeneneHus koddouunenra nutenexta (IQ), koTopslii coctasun 76, 4T0 CBHU-
ACTENILCTBYET O NOTPAaHHYHOM COCTOSIHHH HHTEJUIEKTA.

TecHast uHTErpaLys Bpaueil-reHeTHKOB, 3aHUMAIOMIKXCA eucHueM feteil ¢ @KY ¢ nmabopatopueit Gnoxnumude-
CKOro CKpHHUHra u yaboparopueii JHK-uarHocTHku, faeT BO3MOXHOCTb €€ Ha AOPOJOBOM 3Tale OMpENENHTb
TEHOTHIbI POAMTENCH U IUT0/a, IPOBOAMTH NPEHATANBHYIO AMATHOCTHKY, CIIOCOGCTBOBATL PaHHEH JMArHOCTHKE 3a60-
neBaHusA, pa3paboTaTh aATOPUTMBI JIe4eHNs ¥ NPOTHO3a.

B 3akmoyenuy eie pa3 Xo4eTcs MOAYEPKHYTh OTPOMHOE 3HAUEHHE PAHHETO BBHISBIEHHS feTell ¢ (EHWIKETOHY-
puel u runepeHnIaiaHIHeM el 1 BOBPEMS HA4YaTOTO JieeHus y HuX. EC/H paHbIue roBOPHTE 0 HOPMATHLHOM pa3BH-
THH JeTelt ¢ (EHWIKETOHypHEl He MPEACTABIANOCH BO3MOXHBIM, TO TENEPh XOPOIIO M BOBPEMS NPOJEYEHHbIE 1eTH
NPaKTHYECKH 30POBbI M XOPOLIO peabMINTHPOBAHM B 00ILECTBE.
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