CoBMeCcTHOe wuccnepgoBaHMe, AoOKa3biBawliee, noyemy B3pocCnble
nauneHTbl C cbevaKeTOHpreﬁ AOJIXXHbl OCTaBaTbCA Ha AueTe BCHO
XXN3Hb.
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B 1967 rony Hauanock oueHb BaXKHOE JAOJITOCPOUYHOE UCCIIEIOBAHUE: COBMECTHOE UCCIIEJIOBAHUE
nereir Haxomsmmxcs Ha guere ¢ (enunketonypueidt (The Collaborative Study of Children
Treated for Phenylketonuria (PKUCS)). HauanpHas rpynmna nanueHToB coctosia u3 211 nereit
u3 15 xknuHuK, Haxoxsaumxcs no Beeit Tepputpun CHIA, uccienoBanue npojaoskanocs 16 ser,
no 1983 roma, n0 AOCTHMXKEHUS ACTbMHU TOJIPOCTKOBOrO Bo3pacta. B pesynbrare 3TOro
UCClIeIOBaHHUs OBUIO OMYOJMKOBAHO MHOXKECTBO B@KHBIX HAYYHBIX HCCIICNOBAHHUH TI0
¢denmnkeroHypud. Ho 4To ¢ HUMH MPOM30LUIO MOCJe 3aBeplieHus HccienoBaHus? Jlokrop
Puuapa Kox u3 Jloc Amkenecckoro QETCKOTO TOCHHTANs, KOTOPBIN SIBISJICS PYKOBOIUTEIEM
3TOTO MCCIIEAOBAHMS, PEIINI OTBETUTH HA 3TOT BIPOC.

W3HayanbHOE HCclieoBaHUE, CIOHCHPOBAHHOE CIEpBa OTAEJIOM MATEPUHCKOIO M JIETCKOTO
310pOBbS MUHHCTEPCTBA HAPOJHOTO 310pOBBs U 3aTeM HarmoHambHBIM HCTUTYTOM JIETCKOTO
3JI0pOBbSl U Pa3BUTHs, PACHpPEEIIIo IeTeil Ha /IBe IPYMIbl BO BTOPOM (aze UCCIIeIOBaHMSA: B
BO3pacTe 6 JIeT MOJIOBUHA YYAaCTHUKOB HCCIIEZI0OBAaHUS MPOJOJDKHIA JUETY, a MOJOBUHA JUETY
npekparuia. Lensro 310l (as3bl uccienoBanus ObIIIO HAWTH OTBET HA 4YacTO 3aJaBaeMblil B TO
BpeMsi BOIIPOC — HET JIM Bpena B MpPEKpallleHWH AHEThl B paHHEM Bo3pacTe (B MOCIEACTBUU
pe3yJsibTaThl 3TOTO MCCIENOBaHMs MOMOINIM OCHOBaTh 0aszuc il peKoMeHJauuil ais Oosee
OOUTUPHBIX PEKOMEHJAIMKA M0 COOJIONEHUI0 TUeThl B TeueHue Bcel xu3Hu ("diet for life").
[locne 3aBepuieHus 3toro uccienoBaHuss B 1983 rogy Bce manueHThl, HECMOTpPST HA YCHJIUS
NPWIOKEHHBIE JUISI TOTO YTOObI OCTaBUTh MX HA JMETE MOJHOCTHIO MPEKpaTWiIM COOII0IaTh
THETY.

B 1998 rony Hauumonanbubiii WHCTUTYT AE€TCKOrO 340pOBbS M Pa3BUTUS OpraHU30Ball
KOH(EPEHIIUIO LIEJIbI0 KOTOPO ObLIIO 00CYXICHHE BCEX acleKTOB JieueHus (heHiakeTonypuu. Ha
3TOl KOH(epeHIuU TokTOop KoOX mpennaoxusn HauaTh BTOpOE HCCIEI0BAHUE, B KOTOPOM Obl
y4acTBOBAJIM T€ K€ MALMEHTHI, YTO U B MIEPBOM COBMECTHOM HCCIIEIOBAaHUH, C LEJIBIO OLIEHUTh
COCTOSIHME HA JIaHHBIM MOMEHT C TOUYKHU 3PEHUS] MEJULIMHBI, TUETOJIOTUH, IICUXOJIOTHH, a TaK e
UX COLMOdKOHOMUUYECKu# craryc. HannoHansHblii MIHCTUTYT AETCKOrO 310pOBbS U Pa3BUTHUS
IIPOCIIOHCHUPOBAJ 3TO BTOPOE HCCieqoBaHMe. BmecTe ¢ aHHBIMU, MOJTY4YEHHBIMH B TEUYEHUU
NIEPBOrO HMCCIIEAOBAHUS 3TOT HOBBIM MPOEKT MPENOCTABISUI YHUKAJIbHBIM IIAHC HMCCIEI0BaTh
JOJTOCPOYHBbI  3((EeKT CKpUHUHra HOBOPOXKIEHHBIX, pPAaHHEE JIEYEHUE IPU I[OMOILIU
HU3KOOEJIKOBOM IHEThI, NIPEKPAIICHNsI JUEThl U KOJUYECTBO (PeHMJIATaHWHA B KPOBU B pazHBIX
BO3PACTHBIX TPYIIAX B3pOCIBIX MAIMEHTOB C (EHWIKETOHYPHEH, KOTOpble HAXOAWIUCh IOJ
HaOJII0JIEHUEM C MJIaJIEHUECKOTO BO3pacTa.

Bo BTOpoM uccienoBaHuM ydaBcTBOBaiO 14 u3 15 KIMHMK, KOTOpbIE NMPUHUMAIM ydacTUE B
nepBoM wuccienoBaHu. M3 125 mnanueHTtoB, KoTOpble ObLIM Kak MuUHUMYM 10 et mop
HabOoeHeM OblIo HalaeHo ToJbko 70. M3 HUX TOabKO 9 MAnMEHTOB MPOAOIDKAIM JTUETY.
Pe3ynbrarel 3TOr0 HMCcieqOBaHUS OIMyOJIMKOBaHbI B JKypHaJ€ HAcCJECJACTBEHHBIX 3a00JIeBaHUM



(Journal of Inherited Metabolic Diseases, 25: 333-346, 2002 (Koch, R., et. al., Phenylketonuria
in Adulthood: A Collaborative Study).

Meoununckue pezynomamat

OTH pe3ynbTaThl OCHOBAaHBl HAa OTYETAaX CaMHUX MAIMEHTOB, a TaK)Ke KJIMHUK, T/1€ OHHU
HaOmoxanuch. B3opcnbie, KOTopble MPEeKpaTUId AUETY, UMEIU ropa3fao OoJiblie MpobsieM co
3JI0pOBbEM, YEM T€ KTO OCTaycsi Ha auere. bosbiie Bcero mpobiieM HaOMIONATIOCh Y TeX, KTO
comen ¢ auersl g0 6.5 ner. Camble pacHpOCTpAaHEHHbIE CHUMIITOMBI BKIIOYAIM B ceOs:
MOBBILIEHHOE pacpoCTpaHeHHe IK3eMbl (28% cpenu nanueHToB He coOmoaaBmux quety u 11%
CpelH MalKMeHTOB Ha JUETe), TUNepakTUBHOCTH (14% cpenu maiyeHToB He COOJII0IaBIINX THETY
U HU OJHOIO Cpeau NAalMEeHTOB Ha JAMETe), JIeTaprusl U XpoHUYeckas HexBarka sHepruu (19%
CpeIu MAalUEeHTOB HE COOMIIOJABUIMX JMETY M HU OJHOIO CpelM INAalMeHTOB Ha [JUETe),
NOCTOSIHHBIE TosIoBHbIe Oonu (31% cpean ManueHTOB HE COOMIOJABUIMX AMETY U HU OJIHOTO
Cpelnu MalMeHTOB Ha JIMeTe), MPOOJIEeMbl C HEPBHOM CUCTEMOM, TaKHe KaK - MOBBIIICHHBIA WU
NOHWKEHHBI MBIIIEYHbII TOHYC, W3MeHeHus B peduekcax (24% cpead NANUEHTOB HeE
cOOMIONAaBIIMX JUETY M HU OJHOIO Cpeid NalUeHToB Ha jauete). Pa3zHooOpasHble
NICUXOJIOTMYECKUE PacCTPONCTBA, B TOM uucie (oOuu, MaHUYECKUE MPUCTYIbl U JIENPECccUsi
ObLITM BBIABJICHBI B 41% ManueHToB, HE COOMIONAaBIINX MUETy. VM3 rpynmnbl maueHToB, KOTOPbIE
coOIIOany JUeTy, JIWIIb J[Ba YeJOBEeKa YIOMSHYIHU O JIETKOH (GopMe MpoXoJsiueil Jenpeccu,
He Hyxzaatouieiics B neuenun. Kpome storo, 54% rpynmnsl He COONMIOAAIOMIMUX AUETY MAIUEHTOB
UMeJU Jpyrue npoOjeMbl CO 370pPOBbEM, KOTOpbIE IOJHOCTHIO OTCYTCTBOBAIM B TIpYIIIE
MalKMeHTOB, COOTIOAABIINX UETY.

Ilcuxonozuueckue menoenyuu

WHTemexTyanbHOE pa3BUTHE OBUIO M3MepeHo npH nmomou mkansl Wechsler Adult Intelligence
Scale-Revised (WAIS-R). Ha rpaduke 1 BuaHbl OaJiTbl B 3aBUCIMOCTH OT BO3pacTa, B KOTOPOM
ObUIa MpeKpalleHa JqueTa: nepBasi rpyImna cieBa HanpaBo — JUeTa MpeKpalieHa 10 JOCTUKEHUS]
6.5 net, BTOpas — AMeTa MpeKpaiieHa B Bo3pacre 6.5-12.5 ner, TpeThsi — AueTa MpeKpamieHa B
Bo3pacte 12.5-20 ner, uerBepTas — AMeTa HUKOI/A HE Npekpamanack. M3 atoro rpaduka sicHo
BUJIHO, YTO MAIlMEHTHI, OCTaBaBIIKECs BCIO )KU3Hb Ha JIMETe, UMEN 3HAYUTEIBHO 00JIee BHICOKOE
MHTEJUICKTyalbHOE Pa3BUTHE, B TOM YHUCJIE U CPABHHUBAS X ITOKA3aTEJH C OKUIAEMBIM YPOBHEM,
ocHOBaHHBbIM Ha [Q Oamnax ux poaureneil. IlpumuTe BO BHUMaHME, YTO NPU AHAINU3E 3TUX
0ayIoB Tpymnmna MalKWeHTOB, KOTOpas MOCTOSHHO HAaXOJWJIach HAa JUETe M MMeJa B CPEIHEM
ypOBeHb (eHHIATaHWHA B KpoBH Bbimie ontumansHoro (15 mg/dl wmm 926 pmmol/L, u y
HECKOJIbKMX MAIlMEHTOB — 3HAYHMTENILHO BBILIE), M CPEIHUI YpOBEHb (eHUIATaHWHA K KPOBU B
nerctBe okosio 10 mg/dl. Tem He
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Bo3pacTe 12 ser, ObLIO 3aMEUEHO 3HAUMTEJIbHOE IMOBbIIeHHE B IQ Juisl rpynibel HUKOIZA He
npekpamiaBiei auety. CTaTUCTUYECKUN aHajau3 MOoKas3ajl CHIBHYIO 3aBUCUMOCTh Mexay IQ
OayutaMM BO B3poOCibIX namueHrax u IQ poaureneil, ypoBHeM ux oOpa3oBaHMs, BO3pacTa, B
KOTOpOoM Oblila Hayara AueTa, BO3pacTa B KOTOPOM JHeTa NpEeKpaTuliach, a TAaK )K€ YpPOBEHb
(eHmnanaHHa B KPOBU B pa3HOM Bo3pacte. MHbpIMM ciaoBamu — 4yeM Bbiiie 1Q pogutenei, ux
oOpa3zoBaHHe, YeM paHbllle peOEHOK Hayal AWETY, YeM HIDKe ObLIM YpOBHU (eHHJIaTaHMHA B
KpPOBH Ha MPOTSHKEHUU COOJIIOJICHUS AUETHl U MPOAODKEHHE JEThl B TEUEHUE BCEro cpoka — BCE
9TH (aKTOpbl UMETU OJar0TBOPHOE BIMsiHUE Ha [QQ B3pOCIBIX MAI[MEHTOB.

N3 16 B3pOCHbIX MALMEHTOB € KJIacCUYeCKO (popMoi (PeHMIKETOHYPHUH, KOTOPBIE BEPHYJIHUCH Ha
TUeTy, 9 mpoaoKaIy MUTh TUAPOIN3aT U uMesu 0osiee Beicokue 1Q Gamnsl uem B nerctee. B To
&Ke Bpemsi, 7 MalMEeHTOB, KOTOpble NpPEKpaTWJIM AUETY HPOAEMOHCTPUPOBAIM TEHJEHIUIO
cHwkeHus 1Q OGanaoB BO B3pOCIOM BO3pacTe, MO CPAaBHEHUIO C JIETCKUM Bo3pacToM. Yto
MHTEPECHO — TMAIMeHThl C Kiaccudeckoil (opmol (GEHMIKETOHYpUH KOTOpBIE Ha JaHHBIN
MOMEHT MCCJIEeI0BaHMs NI THAPOJIU3aT UMENIH 3HAUUTENbHO Oosiee BbICOKHE MokazaTtenu 1Q
YeM NalMeHTH Ha OObIYHOW IHeTe, NaXe eClId UX ypOBEHb (peHMIaTaHnHA B KPOBU OBLI BBIIIE
HOPMBI.

Oépaszosanue

N3 Tex manueHToB, KOTOPHIE CONULIM C AUETHI, TUllb 32% 3aKOHYWIA KOJUISIK WU TOJIYUHIN
Bbiciee oOpaszoBanue. [Ipu sTtom 78% U3 TeX KTO MPOAOIDKAN AUETY, 3aKOHUMIN KOJUICIXK U
MOJY4YWJIN BbicIiee oOpa3oBaHue (rpaduk 2: 1Mo TrOPU30HTAIM: BO3PACT B KOTOPOM MAIIUEHTHI
colut ¢ nuethl. [To BepTHKamu — NpoLEHT NallMeHTOB, MOJYYUBIINX BbICIIEE 00pa30oBaHuUE)
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[IaTh mManMEHTOB W3 TPYMINbI, COMEAMEH ¢ JUEThl HE CMOINIM JaXe 3aKOHYUTh
o01ieo0pazoBaTesIbHYIO MIKOJTy. M3 Tex, KTO He mpeKpamial AUeTy, BCE MPOBEIU XOTh KAaKOE-TO
Bpemss B BVY3e, 44% nanueHToB u3 S3TOH TIpynnbl NPUHALIEKATIM K JABYM BBICIIUM
COLIMO3KOHOMHUUYECKUM KJlaccaM, IpU 3TOM TOJIbKO 20% B3pOCIIbIX NAllMEHTOB, KOTOPBIE COLUIU C
JUEThl MPUHAUICKAIM K ITUM KjiaccaM. HUKTO W3 MalMeHTOB, OCTaBaBIIMXCS Ha JHETE, HE
normaji B HU3IIMKN COLIMOAKOHOMHYECKUH Kilacc, omHako 18% u3 TeX KTO MpeKpaTui JueTy Tyda
noTasiy.

Ilpouue naonrwoenusn

22 B3pOCHBIX MAlUMEHTa ObLIM OTOOpaHbl JAJS JONOJHUTEIBHOIO HCCIEJOBAaHMUS MarHUTHO-
pe3oHaHcHOU ToMorpaduu. M3 Hux 10 manueHTOB OBLITH Ha JUETE ¢ MJIaJCHYECTBA 10 Kak MUHEUMYM 10
neT (M3 HUX 7 HY pa3y He MpeKpaIiaay JUeTy) 1 Ha MOMEHT UCCICIOBAHMS YIIOTPEOIISITH THAPOIH3aT. 12
B3pPOCIBIX MAIMEHTOB COILIM ¢ AWeThl B Bo3pacre 10 ser. Bepoia wmcmonb3oBaHa cHcTeMa OallioB
MarHUTHO-pe30HaHCHOW ToMorpaduu oT 0 mo 3, rie HOJb 3HAYWT IOJTHOE OTCYTCTBHE KaKHX JIHOO
OTKJIOHCHHH, a 3 — OTKJIOHEHHS B Tpex dacTsax Mo3ra. CeMb B3pOCIBIX MAIMEHTOB W3 TPYIIIE HE
cxomuBied ¢ auetsl (3r0 70% ) mmenn 6amtel ot 0 M0 1, TIpU 3TOM TOJBKO 6 TMAIUSHTOB B TPYIIIE
comenmei ¢ quetsl (56%) uMenu Takue ke 6amrel. [lamuentsl ¢ 6amtamu ot 0 10 1 UMenn 3HAYUTEITHHO
MEHBIIYI0 KOHIEHTpaIHo (PeHUIaJlJaHuHa B MO3Te, YeM Ma3ueHThl Habpasiue ot 2 10 3 6ayuios.

Buvieoownt

Kak wu mnepxae yTBepkaasoch B MEIUUMHCKOW JMTeparype, M Kak OBbUIO J0Ka3aHO
BBIILICNIPUBEAEHHBIMUA HCCIIEIOBAaHUAMM, NMEPKPALICHUE TUEThl MMEEeT HEeraTHBHbIA 3 (eKT Ha
JI0JITOCPOYHOE COCTOSIHUE 37I0POBbsl M MHTEIJIEKTYaJIbHOE Pa3BUTHE MAILMEHTOB C KJIAaCCUYECKOU
¢dopmoil  ¢peHnnkeToHypurn. Mpbl HajeeMcs, UTO HOBBIE MOAXOAbl K JUETOTEpaluu
(eHWIKETOHYpUH OYAyT 03HAYaTh YTO B OyAyIIeM BCe OOJIbIE U OOJIBIIE B3POCIBIX MAIMEHTOB
¢ (peHWIKETOHYpHEH OyAyT NPUACPKUBATHCS JUETHI HA IPOTIKEHUU BCEH JKU3HU.

http://www.pkunews.org/adults/koch.htm




