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HacneactBeHHble HapyleHuss 06MeHa aMMHOKMCIOT (aMMHoaunaonatum) — KIMHWUYECKM U reHETUYECKU reTeporeHHas rpynna
HacneAcTBeHHbIX 60/1e3HeN 06MeHa BeLyecTB, 06YC/I0BAEHHbIX HEAOCTaTOYHOCTbIO HEePMEHTOB, y4acTBYyIOLWMX B MeTabomame
aMUHOKMCIIOT, YTO NPUBOAMT K NPOrpeccupyrolemy NoparKeHuIo LIeHTpaibHOM HEPBHOM CUCTEMBI, MEYEHH, MOYEK U PYr1X OpraHoB
n cuctem. HacnenctBeHHble HapyLleHns LnKia 06pa30BaHNs MOYeBMUHbI BO3HUKAIOT B pe3y/ibTate HEAOCTaTOYHOCTY HEepMEHTOB,
MPUBOAALLMX K HapYLUEHWUIO CMHTE3a MOYEBUHbI, BCIEACTBUE YEro y NaLmneHToB pa3BmnBaeTcs runepaMmmMmoHnemus. Bospact Havyana
3a60/1eBaHUs U BbIPaXKEHHOCTb KIIMHUYECKMX MPOSIBAEHNI BapbupyioT OT 60J1e€ NIErK1X, MHTEPMUTTUPYIOLUMX GOPM [0 THXKESbIX,
MaHUECTUPYIOLLMX B NEPBbIE Yachl U3HW. PaclumpeHHbI HeOHaTasbHbIA CKPUHUHI, KOTOPbLIN BBEAEH B Poccuiickorn ®eaepalimm
¢ 01.01.2023, no3BosseT AMarHoctMpoBaTb 3ab0/7eBaHUs AaHHbIX rPynn B repBble AHU U3HWU, CBOEBPEMEHHO Ha3HaYuThb
aToreHeTUYeCKyo Teparuio, YTo NOMOXKET MNPEAOTBPAaTUTL Pa3BUTUE TSIKEbIX OC/IOKHEHUH. MoBbILEeHNe MHGOPMUPOBAHHOCTH
neanaTpoB, HEOHATO/I0roB, HEBPOJIOrOB, raCTPO3HTEPOIOr0B, 0PTaIbLMOJIOr0B O HACAEACTBEHHbIX aMMHOALMAONaTUSX U HapyLue-
HUAX LUnKAa 06pa3oBaH1si MOYEBUHbI SBSIETCS @KTyaslbHOM 3aha4el COBPEMEHHOMN NeanaTpum.

KnroyeBble cnoBa: HeoHaTaslbHbIF CKPUHUHI, aMUHOoauMaonaTuu, Hac/ie[CTBEHHbIe HapyleHus obMeHa aMMHOKMCIIOT,
HapyLleHu1s1 UmMKaa 06pa3oBaHms MOYEBUHbI
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Hereditary Amino Acid Metabolism Disorders and Urea Cycle
Disorders: to Practicing Physician

Hereditary amino acid metabolism disorders (aminoacidopathies) are clinically and genetically heterogeneous group of hereditary
metabolic diseases caused by enzymes deficiency involved in amino acid metabolism, that finally leads to progressive damage of central
nervous system, liver, kidneys, and other organs and systems. Hereditary urea cycle disorders occur because of enzyme deficiency
leading to impaired urea synthesis and hyperammoniemia in patients. The age of disease onset and clinical manifestations severity
range from milder, intermittent forms to severe, manifesting in the first hours of life. Expanded neonatal screening (implemented
in Russian Federation at 01.01.2023) allows to diagnose diseases from these groups in the first days of life, to prescribe timely
pathogenetic therapy. Altogether it helps to prevent the development of disease severe complications. Raising awareness about
hereditary aminoacidopathies and urea cycle disorders among pediatricians, neonatologists, neurologists, gastroenterologists,
ophthalmologists is a topical issue of modern pediatrics.
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BBEAEHUE

HacneactBeHHble HapyweHuss obmeHa aMWHOKWUCAOT
(HacneacTBeHHble amMWHoOauMaonaTumM) — rpynna Hacnea-
CTBEHHbIX 60n1e3Hen o6MeHa BelecTB, 006YCNOBIEHHbIX Hapy-
lweHnem paboTtbl GEPMEHTOB, Y4acTBYOLWMX B MeTabonname
aMMHOKMCIOT, BO3HMKAIOLWMX B pe3ynbTate MyTalui B KOQUpPY-
OLWMX JaHHble pepMeHTbl reHax [1, 2]. HacneactBeHHble aMu-
HoauugonatMm — ofHa M3 Haubonee 4acTto BCTpPEeYatoLlmX-
Csl rpynn HacneAcTBEHHbIX 6one3Hen obmeHa BellecTs [3].
PacnpocTpaHeHHOCTb 3a60/IeBaHWUI JaHHOW rPynnbl Bapbu-
pyeT oT 1 Ha 4,5 Tbic. Ana deHunkeToHypumn Ao 1 Ha 250 Tbic.
ans umMTpynnmHemuu, tun 1 [4—6]. HacneactBeHHble Hapylle-
HUS LUMKIa 06pa30BaHUA MOYEBUHbI BO3HMKAIOT MO NPUYUHE
MyTauui B reHax, Koaupylowmnx dGepMeHTbl, ydyacTByowue
B LMKIe 06pa3oBaHWsi MOYEBMHbI. BONBLWWMHCTBO amMMHO-
aumaonaTtui, a TakxKe HapyLlweHU LUnKia 06pa3oBaHns Moye-
BWHbl MMEIOT ayTOCOMHO-PELLECCUBHbIV TUMN HacnegoBaHus,
OAHAKO HeAOCTaTOYHOCTb OPHUTUHTPAHCKapboMWIasbl Ha-
cnepyertcs no X-cuenneHHomy tuny [4].

[ns 3ab6oneBaHui U3 rpynmnbl HACNeACTBEHHbIX aMUHO-
aumnaonaTM U HapylweHWn LUuKia o6pa3oBaHnsg MOYEBUHbI
XapaKTepHO nporpeccupyilollee HapylweHne yMCTBEHHOIO
pa3BUTUSA, OAHAKO 3TOT NPOLLECC MOXHO OCTAHOBUTb, @ UHO-
raa npeaoTBpaTUTb, MOCKOMbKY Ans 3aboneBaHWW OaH-
HbIX rpynn pa3paboTaHbl 3QOEKTUBHbIE METOAbI TEPANUH,
NO3TOMY PaHHAS AMArHOCTMKa HaCNeACTBEHHbIX Hapylle-
HUI 0OBMEeHa aMWHOKMUCAOT B HacTosllee BpeMs aBnseTcs
OAHMM M3 BaXKHblX HaNnpaBiEHUN COBPEMEHHON NeanaTpum
W reHeTuku [7, 8].

HACNEACTBEHHbLIE AMUHOALMUAOMNATUMN

U HAPYLUEHUSA LIUKJIA OBPA30OBAHUSA

MOYEBHUHbI

Knaccudumkauma Hambonee YacTo BCTPEYaIoLWMXCa Hapy-
lWeHMn obMeHa aMMHOKMCIOT M HapylleHWn LuKna obpa-
30BaHUA MOYEBUHbl B 3aBWCUMOCTU OT GUMOXMMUYECKOrO
nedeKrta npeacraBnerHa B 1abn. 1.

OCHOBHBIE KJIMHUYECKHUE NPOAABJ/IEHUA

3ABOJIEBAHWI U3 FPYNNbl HACNEACTBEHHbBIX

HAPYLUEHWIA OBMEHA AMUHOKMUCNOT

CneKTp KNIMHUYECKMX MPOSIBNEHWIA JaHHOWM rpynnbl 3a60-
NleBaHW reTeporeHeH n 3aBUCUT OT TAKECTU TEeHYEHUS U BO3-
pacta maHudectauuun 3abonesanus [1, 2, 7]. C6op cemen-
HOro aHaMHe3a O4YeHb BaeH Mpu NOAO3PEHMMU Y NaLMeHTa
Ha Hanuyune 3aboneBaHWM JaHHbIX IPYNM: HalM4Yne B CEMbE
POACTBEHHMKOB C 3aJEPXKKOM MNCUXOPEYEBOro pPasBMUTUS,
CYAOPOXHbIM CUHAPOMOM, ABWraTeNbHbIMU HapyLIEHUAMMU,
NPOrpeccupyoWmMM NopaxKeHMemM MnevyeHn, paHHUE CMepTH
B CEMbE (OEeTen WM B3POC/bIX B MOJIOAOM BO3pacTe), 61m3-
KOPOACTBEHHbIN 6paK [8].

Mpn MaHndecTauun 3abonesBaHnsa B nepsble Mecslbl /
Ha NepBOM rOAY WU3HWU BaKHbIMW CUMMTOMaMW ABASIOTCS
[2,7,9I
BHE3arnHoe yxyalleHne coCTosHUSA pebeHKa;
OTKa3 OT efibl, PBOTa;
njoxas npubéaBKa Macchbl Tena unu ee noteps;
YyrHEeTEHWe CO3HaHMA (BNIOTb 40 Pa3BUTUSA KOMbI);
CYAOPOXHbIA CUHAPOM;
renatomeranusi/renatocnieHoMeranns;
nporpeccupytolee noparKeHme nevyeHu;
nopaxeHne Noyek;
OCTPblE€ HapyLIEeHN MO3roBOro KPOBOOOPaLLEHUS;
3aJeprKKa MCUXOMOTOPHOrO pPa3BUTUS, perpecc paHee
NPUOBPETEHHbIX HaBbLIKOB, ABWUraTe/lbHble HapylleHus,
aTaKCHs, CHUXKEHWE MbILEYHOro TOHYCa, MbllleYyHas auc-
TOHUS, TMNEPTOHYC MblLLL, KOHEYHOCTEN;

® aTonorus opraHa 3peHus (aTpodus 3pUTENbHbLIX HEPBOB,
rna3oaBuratefibHble HapyleHUs, KatapakTa, NoABbIBUX
XpycTanvKa, nporpeccupylouias MMonusa 1 ap.).

Mpn MaHudecTaumm B AETCKOM W MOAPOCTKOBOM BO3-
pacte [7, 9J:

e OTKa3 OT 6EeNKOBOW MULLMX, NEPUOAUYECKU — MPUCTYMbI
BSJIOCTH, PBOTbI, YaCTO COMPOBOMXAAIOLIMECSH HEBPOIOMU-
YEeCKOM CUMMNTOMAaTUKON, HapylLeHNEM NOBEAEHUS;

® porpeccupylollee nopaxeHune nevyeHn BNAOTb A0 pas-
BUTUS LMPPO3a;

® porpeccupylollee nopaxKeHme opraHa 3peHus;

® porpeccupylollee noparkeHme KOCTHO-CYCTaBHOM cUCTe-
Mbl, paxuTonogobHble gedopMaLnn CKeneTa;

° porpeccupylollas 3aepKa MNCUXOPevyeBoro pas3BUTHS,
WHTENNEeKTyabHas He0CTaTOYHOCTb, HApYLLEHUS MOBEAEHUS;

° porpeccupylollas HEBPOIOrMYyecKas CUMNTOMATHKa, [1BU-
raTtefibHble HapyLeHUs, aTaKcus, CYIOPOXKHbIA CUHAPOM;

® porpeccupylollee nopaxKeHme noyex;

*  TpoM603bl, TPOMOO3IMOONMN.

HAPYLWIEHUA OBMEHA APOMATUYECKUX

AMMHOKHCOT

dPeHnNKeToHypusa (He0CTaTOYHOCTb

deHuNnanaHuHruapPoKcunasbl)

3aboneBaHne 0O6YCNOBJIEHO HeOOCTAaTOYHOCTbO dep-
MeHTa deHunanaHMHrMaPoOKCMnasbl, YTO MPUBOANUT K HAKoM-
NIEHUI0 B OpraHuMame deHunanaHuHa M ero TOKCUYECKMX
MeTabo/InTOoB.

KnuHnyeckasi KapTuHa NpM OTCYTCTBHM JIEYEHHUS

3aboneBaHne MaHUbECTUPYET B MepPBble MECALbl XWU3-
HU [5]. Y meTen oTmevatoTcs BAMOCTb, NOBbIWEHHAA pa3gpa-
KUTENBbHOCTb, yTpaTa MHTEpeca K OKpyxatowemy. Mo mepe
NpPOrpeccuMpoBaHuns pa3BMBatoTCS 3afepKKa NCUXOMOTOPHOIo
W Pe4yeBoro pas3BuTHUSs, perpecc paHee NPUOBGPETEHHbIX HaBbI-
KOB, YMCTBEHHasl OTCTaN0oCTb TAXKENOW CTEMNEHW, CYAOPOIKHbIN
CUHAPOM, MUKpoLedanusl, 3agepKKa GU3N4eCcKoro pa3BuTns
[4, 5, 7]. Y 60nbluMHCTBa AETEN, HE MNONyvaloWmUx Tepanuu,
0TMEYaloTCS CBET/IblE BOMOChI M ronybble rasa, CBETNas, cyxas
KOXa M 3K3emaTo3HOe MopaxeHue KOoxu. OTnn4uTenbHOM
0COBGEHHOCTbIO NALMEHTOB NPW OTCYTCTBUM NIeHEHUS ABNSETCS
BbIPaXKEHHbIN «MbIlUWHbIM» 3anax oT Tena [4].

KnuHun4yecKas KapTuHa peHUIKETOHYPUN

npu cBoeBpeMeHHOM Ha3HaYeHUHN Tepanumn

Mpu TsKenbix dopmMax 3aboeBaHUsA gaXKe Npu cBoeBpe-
MEHHOM Ha3HaYeHUK Tepanuu y NauMeHToOB MOryT OTMeYaTbCs
KOFHUTUBHbIE HapyWeHUs, HapyLleHUs U 3aepKKa pevyeBo-
ro pa3BuUTUSA, HapPYLLEHMS MOBEAEHMUS, TMNepPaKTUBHOCTb [5].
YpoBeHb deHunanaHnHa npu gaHHon dopme coctaBaseT Ao
neyeHus 6onee 1200 mkmonb/n (6onee 20 mr/an) [5].

Mpun 6onee nerkux opmax Ha GoHe aneToTepanuu Bolpa-
KEHHbIX MHTENNEKTYaNbHbIX U MOBEAEHYECKMX HapYLLEHWUI He
pa3BMBaETCS, OAHAKO NPWU OTCYTCTBMM AMETDLI Y AAHHbIX NaLu-
€HTOB PUCK Pa3BUTUS HEMPOKOrHUTUBHBIX U HEMPOMCUXONO-
TMYECKNX UBMEHEHWUI Bbllle, YeM Y 340POBbIX AeTen [4, 6].
YpoBeHb deHunnanaHnHa coctaBnget 6onee 120 MKMONb/N
(2 Mr/an), cooTHolweHne deHunanaHuH/TMpPo3nH — 6onee
3 mr/an (Hopma — meHee 1 mr/an) [5].

Y nauMeHToB, NoayvyaloLlmx AMeToTepanuio, MOXKeT pas-
BMBATbCS HEAOCTATOYHOCTb BUTAMWHOB M MUKPO3/IEMEHTOB
(Bg, B1o, dONMEBON KMCNOTHI, LIMHKA, CENieHa, Kene3a, Mean
W MarHus), y 4acTu BbIIBNS€TCS ocTeoneHus [5].

Y nauneHToB, KOTOpble B NOAPOCTKOBOM WX B3POC/IOM
BO3pacTe NpeKkpaTuav gUeTy, OTMeYatoTCs HEMPOMCUXONOrm-
YeCKWe HapylleHns, Aenpeccum, BbICOKUI YPOBEHb TPEBOXK-
HOCTU, NaHU4YeCcKne aTtaku [5].
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g A Doctor’s Aid
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Ta6nuua 1. Knaccubukaums Hambonee 4acto BCTPeYatoWmxcs HacneACTBEHHbIX HapyLLleHW 06MeHa aMUHOKMUCNOT U HapyLeHWi UuKa o6paso-
BaHWA MoYeBUHbI [1, 3, 6]

Table 1. Classification of the most common hereditary amino acid metabolism disorders and urea cycle disorders [1, 3, 6]

HacnepacrtBeHHble HapylweHus o DepmeHT Tvn OMIM
o6MeHa aMUHOKUCNIOT HacnepoBaHus

HapyweHus o6MeHa apoMaTU4eCKUX aMUHOKUCNOT (peHuNKeToHypus, TuposuHemus, tun |, Tun I, Tun 1l v ap.)

DeHUNKETOHYPUS KnaccuyecKas PAH deHunanaHnHrnapoKkecunasa AP 261600
ha—prs | Ao
MnepdbeHunanaHnHemms Tun B — GCH1 Twn Cy— wr P onTeny LLMH o f(?asa AP 233910
BH4-pedvuntHas Tun C — QDPR TmnﬂD —AETe Mg—éﬁanzdgy— 261630
Tan D — PCBD1 P 264070
KapbuHonamuHaerngpaTasa
TuposuHemus, Tvun | FAH Pymapunauetoalierasa AP 276700
(dymapunauetorngponasa)
TuposuHemus, Tvn I TAT Tupo3nHamuHoTpaHchepasa AP 276600
TuposuHemus, Tvn Il HPD 4-rugpoKcudeHnnnupyBaTtokcugasa AP 276710
AnKanToHypus HGD OKcunpasa roMOreHTM3MHOBOW KUCNOTbI AP 203500

HapywieHue o6MeHa aMMHOKUCIIOT C pa3BETBJIEHHOM Lienblo (60/1e3Hb «KJIEHOBOro cuponar, runepBaauHeMus U ap.)

Tvn 1A — Ela-cy6beanHuua

Tun 1A — BCKDHA [ernaporeHasHoro Komnnekca
BoNE3Hb «KNEHOBOrO CHPONan Tun 1B — BCKDHB | anbda-KeTOKUCNOT ¢ pa3BETBNEHHOW LieMnbto AP 248600
Tvn 2 — DBT Tvn 1B — E1B-cy6beanHuua 246900
Tvun 3 — DLD Tun 2 — E2-npoTenH

Tun 3 — E3-npoTtenH

HapylueHusa o6MeHa cepocogeprKaliux aMMHOKUCIOT (KnaccuvyecKas FroMOLMCTUHYPUS, Apyrue ¢bopMbl FOMOLUCTUHYPUM U AP.)

[OMOLIMCTUHYPUA Knaccuyeckas CBS LmctatnoH-6eTa-cuHTa3a AP 236200

[oMOLMCTUHYpUSA, 06YCNIOBNEHHAs
TSXENbIM JedULUTOM MTHFR MeTuneHntetparnapodonarpesykrasa AP 236250
MeTUneHTeTparnapodonaTpeayKTasbl

HapyweHus o6MeHa rmuuyuHa (HeKeToTu4ecKas runepramguHeMmus)

HekeTtoTnyeckasa runepranunHemMmmns P-6en0K rMuumH-pacLennsiowen cucTeMbl

GLDC . AP 605899

(rmnumnHoBas aHuedanonatug, Tmn 1) MWTOXOHAPUIN

HapyweHus uukna mo4yeBMHOOGpa3oBaHUA
HenocrarouHocTe NAGS N-auetunrnotaMaTcMHTETa3a AP 608300
N-auetTunrnioTamaTcMHTETa3bl
HenocrarouHocTs CPS1 Kap6amoundocdarcmHteTaza 1 AP 237300
Kap6omownndocdatcmHTeTasbl 1
Henocratourocts oTCc OpHUTUHKap6omounTpaHchepasa X-cuenneHHbin | 300461

OPHUTUHTPaHCKap6amunasbl

UuntpynanHemus, tun 1
(HepocTaTO4YHOCTD ASS1 ApPruHUHCYKLMHATCUHTETa3a 1 AP 603470
APrUHUHCYKUMHATCUHTETa3bI)

APrUHUHAHTapHas
aunaypus (HeaoCTaToOYHOCTb ASL ApPruHUHCYKLUMHaTIna3a AP 608310
ApPrMHUHCYKUMHATANASbI)

ApPruHMHemMUs (HeLOCTaTO4HOCTb

ARG1 ApruHasa AP 207800
apruHasbl)

CUHAPOM TMNEPOPHUTUHEMMUN,
rmnepaMMoOHUEMUHU, ORNT1 MwuToXoHApKWaNbHbLIA TPAHCNOPTEP OPHUTUHA AP 238970
roMouuTpynuHypun (HHH)

UunTpynanHemus, tun 2

(HeoHaTanbHas dbopma) SIC25A13 Aedununt untpura AP 605814

lNpumevarHmne.BH4 — TeTparngpobuontepuH; AP — ayTOCOMHO-peLeccuBHbIV TUN HacnegoBaHus; HHH — hyperornithinemia-hyperammonemia-
homocitrullinuria syndrome.

Note. BH4 — tetrahydrobiopterin; AR (AP) — autosomal recessive inheritance; HHH — hyperornithinemia-hyperammonemia-homocitrullinuria
syndrome.



«MaTtepuHcKasa ¢eHH/IKeTOHYpUsl» BO3HUKAET BCned-
CTBME BO3[ENCTBUSA Ha BHYTPUYTPOOHOro pebeHKa BbICOKO-
ro cogepxaHusa deHunanaHvHa M ero MetabonutoB. [lpu
ypoBHe deHunnanaHnHa 6onee 360 MKMONb/N y maTtepu BO
BpeMsi 6epeMeHHOCTU Yy pebeHKa pa3BMBalOTCA 3adeprKKa
BHYTPUYTPOOHOIO pa3BuTUS, MUKpoLedanus, BPOXKAEHHbIE
NOPOKM Pa3BUTUS, UHTENNIEKTYaNbHbIN geduumt [4, 5].

MMnepdennnananniemuna BH4-geduuntHasn

[aHHag rpynna 3ab6oneBaHni 06YyCNOBIEHA HapyLWeHW-
€M CUHTEe3a Unn Metabonnama 6uMonTepuHa, KOTOpbIM ABAS-
eTc KodaKTopoM beHWnanaHMHIMAPOKCHNa3bl, a TakKxe
TUPO3UHTUAPOKCUNA3bI M TPUNTODAHTMAPOKCHAA3bL. Y naym-
€HTOB OTMEeYaloTCA He TONbKO HapylleHne obmeHa peHun-
anaHuHa W MNOBbIWEHWE €ro COAEPXKaHUS, HO W MOHMKe-
HMWEe CUMHTEe3a HenpomeanaTtopoB (AodaMWHa, CEPOTOHMHA),
YTO MPUBOAMUT K HEBPONOTMYECKUM HapyweHuam [1, 2].
Pasnuyatotr 4 Tvna BH4-geduuntHOM runepdeHunanaHuH-
eMmun: TMn A o6ycnoBneH HeAOCTaTOYHOCTbIO G-NUpPyBOMI-
TeTparvaponTepuHCUMHTa3bl, TMN B — HegoctaTo4HOCTbIO
ryaHosunHTpudochaTumknorngponasbl 1, Tvn C — HepocTa-
TOYHOCTbIO AMrMaponTepuanHpeayKTassl, Tun D — HepocTa-
TOYHOCTbIO NTEPUH-4-anbda-KapbuHonammHgernapaTasbl.

OCHOBHbIe K/IMHUYEeCKHE NposiB/IeHNs1 3a60/ieBaHUS

3aboneBaHnsa OaHHOW rpynnbl MaHUPECTUPYIOT B Nep-
Bble 3 MeC, B 4acCTU Cny4aeB — Ha NEPBOM MeCSLE HU3HM.
Mpn TAKenom TevyeHuu y NauMeHTOB OTMedyatoTcs MOBbl-
LWeHHasa BO36yaAMMOCTb, NPOrpeccupyowas 3agepxKa ncu-
XOMOTOPHOIO Pa3BUTUSA, CYAOPOXKHbIM CUHAPOM, MbllleYyHas
AVUCTOHUSA (TMNOTOHMSA MbIWL, TYIOBMLWA, TMNEPTOHYC MbILLL
KOHEYHOCTEWN), CNaCTMYECKMI TeTpanapes, sKCTpanmpamma-
Has CMMMTOMAaTWKa, TMMNEPKUHESBI, aTaKCcus, TpeMOp, Nces-
[06ynbbOapHble HapyweHWs, OKYNOrMpHblE KPU3bl, Hapylle-
HMEe MOXOAKM, HapyweHue Tepmoperynauuun [1, 5]. B yactu
CNny4yaeB yXyAlleHMe COCTOSIHMS NauuMeHTa MNpoMcXoauT BO
BTOPOW MOJIOBUHE AHA, @ Noc/iie CHa AeTu 4yBCTBYIOT cebs
nyywe [5]. Mpu BH4-geduuntHOM runepdeHnnanaHuHeMmm,
TMn AnTnn Cy nauneHToB 3a4acTyto HabnaaeTcs MUKpoLie-
danusa. Npu gaHHom rpynne 3aboneBaHW ONUCaHbl Nerkue
GopMbl, KOTOPblE MPOTEKAIOT C MUHMMANIbHON KIIMHUYECKOM
CUMMNTOMATUKON, Hanbonee YacTo aTo BCTpeyaeTcs npu BH4-
aedbuvunTtHoM runepdeHunanadmiemumm, Tan D [5]. Mpu na6o-
paTopHOM 06cnefoBaHUM y NauneHToB ¢ BH4-gednumntHbiMK
dopmamu runepbeHmnanaHMHEMUN KOHLLEHTpaUMA GeHun-
anaHuHa Bapbupyet ot 360-600 go 2500 mKmosb/n [5].

TuposuHnemusa, Tun |

3aboneBaHne 06yCNoBIEHO HEAOCTAaTOYHOCTLIO dyMapu-
alLeToaueTasbl, NPUBOASLLEN K HapylweHWio meTabonnama
TUPO3UHA M HAKOMJIEHMIO B KNETKax TOKCUYECKMX MeTabonu-
TOB — CYKUMHUWIALETOHa U CYKLUMHUNaLeToaleTaTa.

Mo TsKecTn TeyeHmns 3abofieBaHMA pasnnyatoT OCTPYHO
N XpoHHU4ecKyto dopmbl [10, 11].

Mpn ocTtpoi ¢opme 3aboneBaHne MaHubecTupyet
B NepBble AHM / Ha nepBom mecsue ¥un3uu [10]. Y nauym-
€HTOB BbIIBNAIOTCSH 3adepKa (PpU3MYECKOro pasBuTHUS,
pBOTa, Anapes, 06e3BOXKMBaHME, GebpuibHaa NUxopaaxa,
WUKTEPUYHOCTb CKJEP, KOXHbIX MOKPOBOB, YBENMWYEHNE pa3-
MEpPOB }MBOTa, renatocrnieHoMeranuns, nporpeccupytouiee
NopaxeHne nevyeHu, acuuT, KelyaoYHO-KULWEeYHble KPOBO-
TeyeHus, AMHaMMYecKasi HEMPOXOANMMOCTb KULLIEYHWUKa, 6e3-
6enKoBble OTEKM, aHacapKa, runeprnapo3 [11]. Co CTOPOHbI
LleHTpanbHOW HepBHOW cuctembl (LLHC) oTmevatotcs npo-
rpeccupytolas 3agepmxKa NcMXxoMOTOPHOro Pas3BuUTUS, Nepu-
depuyeckaa nonuHenponatua. [na 3aboneBaHUs Xxapak-
TEPHO pa3BUTUE KPU3OB, CONPOBOXAAOLWMXCS IMXOPALKON,

MeTabonnyeckon gekomneHcauunen [9, 10]. Mpwu oTcyTCTBMUM
TepanuMuM BO3MOXEH NleTalbHbI MUCXO4 BCNEACTBUE Take-
JIOM NeYEeHOYHON HEAOCTAaTOYHOCTHU, KPOBOTEYEHNI, NOITOMY
OYeHb Ba)KHO AMaArHoCcTMpoBaTb 3aboneBaHuWe B MepBble
OHW Kn3HK [11]. OgHO M3 XapaKTEePHbIX KIMHUYECKUX MPOo-
ABNEHUN 3ab60/IeBaHNa — pa3BUTUE BTOPUYHOIO CMHAPOMA
®daHKoHu [5]. Mpu TUPO3UHEMUK, TUN | OT TENa U MOYM NaLm-
€HTOB, OCOBEHHO BO BpPeEMS KPU30B, UCXOAUT PE3KUKM 3anax,
HanoMMHaloLWMIK 3anax TYLEHOW KanycCTbl.

Mpu xpoundeckon ¢popme 3ab6oneBaHne MaHUbeECTUpPY-
€T Ha NepBOM roay }M3HW. OCHOBHbIE KIMHWYECKUE NPOSB-
NeHns: 3afeprKka GU3NYECKoro pasBuTUS, renatomeranus,
nporpeccupytollee nopaxeHune neveHun (BnaoTb 4o LMpposa),
renaTouennnapHasa KapuvHomMa [7, 11]. Y nauneHToB 4acto
BbIABAAOTCA TyGynonaTtusl, paxvtonogobHble aedopmaumu
cKeneta, nepudepuyecKas nonHenponaTns, ocTpble abao-
MWHabHbIE CUMMATOMbI (CXOAHbIE C KpMU3amu Npu noppupun),
Kapanomuonatus [11]. Mpu npneme 6eN1KOBOW NULLX pa3Bu-
BalOTCA 9NM304bl METABONNYECKON AEKOMMEHCALIUKN, COMpPo-
BOXAaloLWMecs pBOTON, MHTOKCUKaLIMEN, nuxopaakon [11].

Y peten nepBbIX NE€T W3HKU, KOTOpble OTKa3blBaloTCs
OT ynoTpebneHus 6enKoBOM MUK, 3aboneBaHUe MOXKET
MMeTb 6osiee 61aronpuUsaTHOE, XPOHUYECKOE TEYEHMNE U NPO-
ABNATLCA renatomMeranuen, HapyleHneM QyHKLMKU NeYeHu,
KNUHUYECKUMU U BUOXMMMUYECKUMU MPU3HAKaAMKU BUTaMMH-
D-pe3unCTeHTHOro paxuta, NoNnypuen, rmMnorMMKEMUYECKUMHU
cocTosiHuamu [10].

Tuposunemus, Tun Il (cuHgpom PuxHepa — XaHxapra)

3aboneBaHune 06yCcnoBAEHO HEAOCTAaTOYHOCTbIO TMPO3UH-
amuHoTpaHcdepasbl, YTO NPUBOAUT K HapylleHUto MeTabo-
iM3ma TUPO3KHa.

TuposunHemus, Tmn Il MaHUdeECTUPYET Ha NepBOM roay
WU3HKU [12]. OCHOBHbIE KIMHUYECKME MposiBAEeHUS 3abo-
NleBaHuUs: CBETO60S3Hb, CKIEPUT, U3BA3BNEHNUS POroBMLLbI,
NafAoOHHO-MOAOWBEHHbBIA TMMEpPKepaTo3, 3ajeprKKa Mcuxo-
peyeBOro pasBuUTUS, KOTopas 6e3 Hal3HavyeHus Tepanuu
nporpeccupyeTt n NPUMBOAUT K Pa3BUTUIO UHTENEKTYalbHOM
HepgocTaToyHOCTH [12].

Tuposunemus, Tun il

3aboneBaHune 06YyCNOBAEHO HEAOCTATOYHOCTbIO 4-rMapo-
KCndeHnnnupyBaToKcnaasbl.

BospacT MmaHudecTauun — Ha NepBOM-TPETLEM rOAY XKU3-
HW. OCHOBHblE K/IMHWYECKUE MPOABAEHMS: MUKpoLedanus,
3aepKa NCUXOPEYEBOro Pa3BUTHS, HapyLLEHNE NOBEAEHMS,
CYLLOPOXKHbIA CUHAPOM, aTaKCKsl, TPEMOP, MbllleYHas rmMnoTo-
HUS, OTCYTCTBME MYBOKMX CYXOXKMbHbIX pednekcos [13].

AnKantoHypus

3aboneBaHne 06yCNOBEHO HEAOCTATOYHOCTLIO OKCHAA-
3bl TOMOreHTU3NHOBOW KMCNoThbl (1,2-AMOKCUreHasdbl roMo-
rEHTU3MHOBOW KUCNOThI) [14].

OCHOBHbIE KIMHUYECKME NPOSIBAEHMS: B MIaAEHYECKOM
BO3pacTe OTMEYaeTcs NOTEMHEHUE (MOYEPHEHME) NENEHOK;
no Mepe B3POC/AEHMS Yy MaLMEHTOB BbIBASIOTCH Hapylle-
HME NUITMEHTaLMM YLWHOro Xpsla MU CKIep, 0OXPOHO3, 60K
B CyCTaBax, apTponaTtus, KWho3, gereHepaLms NoO3BOHOYHbIX
OMCKOB, OrpaHuyeHns crmbaHus B MOSICHWLIE, MOYEKaMeH-
Has 60ne3Hb, KanbuuduKaLunsg aopTanbHOro, MUTPaabHOro
KnanaHoB, KOPOHaPHOW apTepuun, AMnaTtaums aopTol [14].

HAPYLUEHUE OBMEHA AMUHOKHUCNOT

C PA3BETBJ/IEHHOM LIENbIO

Bones3Hb «KNeHoBOro cupona»

K pa3Butuio 3a6oneBaHus NPUBOAMT HEQOCTATOYHOCTb
JernaporeHa3 KeTOKUCNOT C Pa3BETBAEHHOW LEeNblo, 4TO
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g A Doctor’s Ai

B nomouyb Bpauy

BbI3blBaeT HapylleHne meTabonuamMa NenuuHa, U3onenuu-
Ha, BanuHa [1, 3, 5].

B 3aBMCMMOCTH OT TAXECTU KIIMHUYECKUX NPOSABIIEHUH,
BO3pacTa Havyana 3aboneBaHusa U aOGEKTUBHOCTU NE€YEHNUS
TMaMUHOM pa3snunyatoT [7, 15]:
® KJlacCMYeCKylo (HeoHaTanbHyl) dopMmy (BCTpedaeTcs

Haubosee 4acTo);
®  MPOMEXKYTOUYHYIO POpMY;
®  WMHTEPMUTTUPYIOLLYIO dopMy;

° TWaMMWH-3aBUCUMYIO HOpPMY;
e ¢dopmy, obycnoBneHHy geduuntom E3-npotenHa un co-

NPOBOXAAIOLLYIOCS NaKTaTaLMA030M.

Knaccuyeckas popma

3aboneBaHne MaHubecTMpyeT B rnepBble AHW/Heaenu
JU3HU BHE3anHbIM YXyAWeEeHWeM COCTOSHUS MauueHTa,
OTKa30M OT efbl, CPbIrMBAHUAMU, MHOFOKpaTHOW pPBO-
TOW, PE3KMM KPUKOM, TMOBbIWEHHOW BO36YAMMOCTbIO,
CyQOPOXHbIM cuHApomoMm [9, 15]. Mo mepe nporpeccu-
pOBaHWA CMMNTOMATUKM BO3HMKaAlOT MPU3HaKKM 06e3BO-
¥uBaHua [15], pe6eHOK CTaHOBUTCH BSANbIM, pa3BMBaETCH
cumnTomaTtmKa yrHetenmnsa LLHC BnnoTb A0 KOMbI. Y nauu-
€HTOB BbIABASIOTCA KaK MMNEpTOHYC MbIWWL, KOHEYHOCTEN,
TaK U andodysHaa mbiwedyHas runotoHuns [15]. OTmevaeTcsa
nosiBfieHWe cnagKoro, KapamenbHOro 3anaxa OT Tena,
MouM [15]. 3aboneBaHMe UMEET TSKENOe TeYEeHUEe U nNpu
OTCYTCTBMM TEpPAnuu 4acTo NPUBOAMUT K IETalbHOMY UCX0AY
[8, 13]. Y nauueHTOB CTapuwe 1 roga BbisBngalTCs rpybas
3aleprKKa NCUXOMOTOPHOIO U PEeYeBOro pPa3BuTUS, Cyao-
POXHbIA CUMHAPOM, ABUratefbHble HapyleHWs, aTakcus,
Mbllle4yHas cnabocCTb, HapyleHWs MNoBedeHus, apuTema-
TO3Hble M3MEHEHWS Ha KOXe, YacTble MHOPEKLMOHHble
3aboneBaHus [15]. Ang gaHHOM dopMbl 601E€3HU «KIEHO-
BOr0O CMpONa» XxapaKTepHbl ANM304bl YXYALEHUS COCTOAHUS
Ha doHe MeTaboIMYEeCKON AeKoMMeHcalunn, obycnoB/eH-
Hbl€ IMXOPAAKON, UHTEPKYPPEHTHLIMU MHPEKLMAMM, MOBbI-
LUEHHOW PU3NYECKOW HArpy3KoMn, ornepaTUBHbIMU BMeLIa-
TenbCTBaMu, TpaBmamu [15].

lpomeikyToyHas popma

MpomerxkyTouyHas dopma 3abonieBaHUa MaHUbeCTUpyeT
Ha NepBOM roay *u3Hu [15, 16]. OCHOBHble KIMHUYECKMNE
NPOSIBNIEHUS: CPbIrMBaHMS, OTKa3 OT Mpuema MulM, pBo-
Ta, 3ajepkKa GU3MYECKOro U MCUMXOpPeveBOro pasBuTUS,
NepUoANYECKN — aTaKCus, TPEMOP, HapyLWeHUS MbILLEYHOMO
TOHyCa, CYAOPOXKHbIA CUHAPOM, MHCYNbTONOAO6GHbIE COCTOS-
HUS, cneunduYecKnin cnagKkoBaTblv 3anax, HanoMuHatoLWmm
3anax KNeHOBOro cupona, oT Tefa, Mo4u, 0OCOBEHHO nocne
nprvema BbICOKOGENKOBOW nuuim [13, 14].

UHTepmutTHpYIOLWaa ¢opma

MHTepmuTTUpyOLWas dopma MaHUdpeCcTUpyeT B Bo3pac-
Te 1-2 neT Kpu3amu MeTaboNMyecKon AeKomneHcauuu
Ha ®OHEe MHTEPKYPPEHTHbIX MHOEKLNN, NpuemMa BbICOKO-
6eNKOBON NUWM, PU3NYECKOW HArpysku, KOTopble Mpu-
BOAAT K YCUNEHUIO 3HAOTEHHOro Katabonuama 6Genka
[15, 16]. Y nauneHToB HabnogatloTcsa anmM304bl cnabocTy,
BS/IOCTU, HapyWeHWs CO3HaHWS, aTaKCUW, CYAOPOXKHOro
CUHApPOMaA, MNCUXMaTpuyeckonm cumnTomatuku [15, 16].
Bo Bpema KpuM30B OTMeYaeTcsd cnagkoBaTbiM 3anax oT
Mouu, Tena [15].

TnamuH-zaBUcumas ¢popma

Mpn TMaMKUH-3aBUCKMMON PopMe TevyeHne 3abosieBaHuUs
aHanorMyHo NPOMeEXKyTo4HOM popme, NpU 3TOM y NaLMEHTOB
NpPoOUCXoanT CcTabunm3dauus COCTOSHMA Ha GOoHe Tepanuu
TMaMUHOM B COYETAHUM C aneToTepanuen [15].

dopma ¢ HegocTaTo4HOCTbIO E3-npoTenHa

Mpn dopme ¢ HeaocTaToYHOCTbIO E3-npoTenHa KAWHK-
YyecKas KapTMHa cxo4Ha C NPOMEXYTO4YHOM GOPMOK, Y naLm-
E€HTOB TaKXe BbISBNSAIOTCA NaKTatauugos, renatomeranus,
HapylweHue byHKLMK neveru [15].

HAPYLWIEHUAA OBMEHA CEPOCO[AEPXALLUX

AMMWHOKUCOT

Knaccuyeckaa romoLuUCTUHYpUA

(HepOCTATOYHOCTb LLUCTAaTUOH-GeTa-CMHTa3bl)

3aboneBaHne 06YCNOBNEHO HELOCTAaTOYHOCTbIO LMCTa-
TUOH-6€eTa-CUHTa3bl, KOTOpas yyacTByeT B MeTabonu3me
METMOHWHA B LIUCTENH.

B 3aBMCMMOCTM OT TAXECTU KIIMHUYECKUX MPOSIBNEHUH,
BO3pacTa Ha4vana 3ab0oseBaHns U HyBCTBMTENbHOCTU K Tepa-
nun BUTaMMHOM Bg pasnuyatot [17]:

* Bg-pe3ncTeHTHylo Gopmy (MMeeT 6onee paHHee Hadvano

N TSKenoe TeveHune);
*  Bg-4yBCTBUTENLHYIO HOPMY (MMEET 6oNee MArKoe Te4EHHE).

3aboneBaHne MaHUPECTUpPyeT Ha NepBOM-TPETbEM
rofly *XM3HW, O4EeHb 4acToO MNepPBbIMU CUMATOMaMU ABNSIOT-
CSl 9KTOMMA XpyCTasuKa M 3afeprKKa NCUXOpPeyeBoro pas-
BuUTHA [17, 18].

Oco6eHHOCTM (peHOoTMNa M MopayKeHwe KOCTHO-CyCcTaB-
HOWM CUCTEMbI: 6OJIbLLIMHCTBO NaLMEHTOB nmeet MapdaHono-
[OGHbIN GEeHOTUM — BbICOKMIM POCT, AUCMPONOPLIMOHANbHOE
TEeNOCNOoXeHNe, YAJIMHEHUE KOHEYHOCTEN (A0/IMXOCTEHOMME-
Nng), apaxHogaKkTunuio, AedpopMaunio TPYyAHOM KIETKH,
KMPOCKONNO3, rMNepMoBUbHbIA CUHAPOM, BbICOKOE He6O,
HEpPOBHbIM 3y6HOM psag [7]. o mMepe nporpeccupoBaHus
3a60/71eBaHUS BbISBNSIOTCS OCTEOMNEHUs MM OCTEONopo3,
npUBOASLLME K NnepenomMam [7].

KoXKHble MposiBNEHUS BKIOYAIOT B ce6S rMNOnNUrMeHTa-
LMIO KOXHbIX MOKPOBOB, NMBEA0, TOHKME W 4aCTO FMMONUr-
MEHTUMPOBaHHble BoONOChI [17].

MNopaxkeHne opraHa 3peHnss — B OOMbLWKWHCTBE ChYy-
YaeB MepBblM NpU3HaK 3aboneBaHusa. NS KnacCU4ecKon
rOMOUMCTUHYPUW XapaKTepHbl IKTOMKUSA XpycTanuKa (ectopia
lentis), MMONWs BbICOKOW cTeneHun, chepodakus, rmaykoma,
aTpodua 3puTenbHbIX HepBoB [17, 18].

[opaxeHne cepaeyvHo-CoCyaAUCTON CUCTEMbl BKIIOHaET
B cebs1 Nponanc MUTpasbHOro KnanaHa, MHGAPKTbI, MHCY/b-
Tl [4, 17]. MNopaxeHne cocyLoB BCTpedyaeTcs Yy nauueH-
TOB AOCTaTO4HO YacTo, TPOM603IMBO/IMM MOTYT pa3BMBATbLCS
B Nto6om BO3pacTe, XOTH MPEMMyLEeCTBEHHO 3TO NMOAPOCT-
KOBbIM M B3pOC/biiM Bo3dpacT [4, 17]. Hepeako y naumeHToB
B MOAPOCTKOBOM M B3POC/IOM BO3pacTe TaKKe BO3HUKAIOT
BEHO3Hble U apTepuasbHble TPOM603bI [17].

[MpnM romMOUMCTUHYPUM YaCcTO pPa3BMBAIOTCA MOpPaXKeHue
neyeHu, NnaHkpeaTuTsl [17].

Matonornsa UHC aBnseTca xapaKTepHbIM M OAHWM W3
OCHOBHbIX KIMHUYECKUX NPOSABNEHUI KNAaCCUYECKON rOMO-
LUMCTUHYpUK. Hanbonee 4acTto y nauMeHTOB BbIABAAOTCSH
WMHTENNEKTyasibHble HapyLLEHNS Pa3/IMYHON CTEMNEHU Taxe-
CTW, KOTOpble MPOrpeccupyloT Npu OTCYTCTBMU Tepanuu,
U3MEHEHUS NOBEeAEHUS, NCUXMATPUYECKasa CUMNTOMaTHUKa,
KOTOpasi 0COBEHHO XapaKTepHa Ana NoApOCTKOBOro BO3-
pacTta[17]. Y nauneHToB C roMOLMCTMHYPHEN HabnoaaeTcs
CHUXXEHWE MHTeNNEeKTa, KO3POULMEHT MHTENIEKTYalbHOIO
pa3BuTMa BapbupyeT oT 10 go 138, B cpegHem — 78 [17].
Mpn Bg-3aBUCHMON TOMOLMCTUHYPUWU WMHTENIEKT y nauu-
€HTOB MOXET OblTb COXpaHeH. Ha BTOpoOM AecATuneTuu
YXW3HU, OCOBEHHO MPU HapyLeHUsX AWETbl, pa3BUBaAtOTCS
ncuxuaTpuyeckas CMMMTOMaTUKa, PacCTPOMCTBA JIMYHO-
CTW, arpeccus, genpeccun v ap. [17]. MNMpwu Taxenom Tedve-
HUKM 3aboneBaHUsA y MaLMEHTOB BbISBNSETCA CyAOPOX-
HbIA CUHOPOM.



Mpn nab6opaTopHOM 06CAEOOBaHUM Yy HOBOPOXKAEH-
HbIX MaLMEHTOB OTMe4YaeTcs MNOBbIWEHWE TFOMOLMCTEMHA
no 50-100 MKMOnb/N, Yy HeNeYeHbIX NauneHToB cTaplie
roga — Bbiwe 100 MKMONb /.

fomouMUCTUHYpUSA, 0GYCNOBNIEHHas AePULUTOM

MeTuneHteTparuapodonarpepykrasbi

Bospact maHudectaumm 3aboneBaHus — MepBbIA roj
YW3HU, OAHAKO onuncaHbl GopMbl ¢ 60nee NO3AHMM HavyanoM.
OCHOBHble K/MHWYECKME MPOSIBAEHUS: AUCTPECC-CUHAPOM
Npuy poXaeHun, MuKpouedanus, anddy3Has MbllieyHas rmno-
TOHMA, 3aJepXKa MNCUMXOPEYEBOro PasBWTUSA, CYAOPOKHbIN
CUHAPOM, HapylleHWEe MOXOAKM, aTaKCUS, MHCYNbTbI, HapyLe-
HUS NoBeAeHus, NcuxmaTpuyeckas cumntomaTuka [1, 7, 17].

HeKkeToTMueckasa runepramumHemMusa (rMuuuHoBas
3Huedanonartus, Tun 1)
B 3aBMCUMMOCTH OT BO3pacTa MaHudbecTauum pasnmyator
TPH KNIMHUYECKME GOpPMbl 3ab0eBaHNS:
° TA)enas HeoHaTa/bHas;
° [IMUMHOBAs aHUedanonatns ¢ 6onee Nerkum Te4eHnem
W MO34HUM Ha4vanom;
® TpaH3UTOpHas HeoHaTanbHasa runepravuuHemums [19, 20].

HeoHaTtanbHas ¢opma

HeoHaTtanbHas ¢opma MaHUDECTUPYET B NepBble Yachl
MU3HW CYAOPOXKHLIM CUHAPOMOM, 4acTO PE3UCTEHTHbLIM
K NPOTUBO3NUNENTUYECKON Tepanuu, MKOTOM (KakK nposiB-
JNIEHWE CYAOPOXKHbIX MPUCTYMNOB), BblpaxKEHHON AUPOY3HOM
MbILIEYHOW TUMNOTOHMEN, a MO Mepe MpPorpeccupoBaHus
CUMNTOMAaTUKKN pas3BMBalOTCA Koma, netaprusa [19]. lpu
3NeKTpoaHuedanorpadmnm Yacto BbIABASETCA naTTepH
«BCbllWKa — nogasneHue» [19, 20]. Y nauneHToB, NepexmB-
LMX HeoHaTalbHbI Nepuod, pasBUBAOTCA CMaCTUYECKMM
TeTpanapes, rpy6as 3agepxKa NCMXOMOTOPHOro pasBuTHS,
HapyuweHus noseaeHus [19, 20].

Jlerkasi popma

Mpu 6onee nerkon popme 3aboneBaHne MaHUdeCTUpyeT
B NepBble Mecslbl, MHOrAA — rOAbl KM3HKW; Yy MaLMEHTOB
OTMEYatoTCs CYAOPOXKHbIA CUHAPOM, MblllE€YHas TMNOTOHUS,
ABUraTeNbHble HapyLIeHUs, XOpeoaTeTos, aTaKeus, KoTopble
MOTYT 3MU30AMYECKM YXYALLIATbCS, OCOBEHHO Ha GOHE NHTEp-
KyPpPEeHTHbIX MHbeKuun [19, 20].

TpaH3uTOpHass HEKeToTH4YeCKas popma

Mpy TPaH3UTOPHOM HEKETOTUYECKOW TMMNEPrInLMHEMUN
OTMEeYaloTC MOBbIWEHHbIE YPOBHW [MUUMHA B nnasme
M CMMHHOMO3rOBOM XUOKOCTU NpU poxaeHuu [19], KoTopble
HOpManu3ylTcsa K BO3pacty 2—8 Hea. Y 4YacTu nauneHToB
pa3BMBaETCs KIMHUYECKAs KapTuHa, Cxo4Has ¢ HeoHaTab-
HOM GOPMOM, Y YacTM HEBPONOrnM4yecKas CUMMNTOMATUKa He
passuBaetcs [19].

HAPYLIEHUA LWUKJIA OBPA3OBAHUAA MOYEBHUHbI

[aHHasa rpynna 3aboneBaHWi BO3HWKAaET BCNeACTBUE
HEeA0CTaTOYHOCTU GEPMEHTOB WKW TPAHCMOPTHbLIX GENKOB,
NPUBOAALLMX K HAPYLWEHMIO CUHTE3a MOYEBMHbI, YTO BeYeT
3a cobon pasBuUTME TMNepamMMoHMeEMUN. Tlpu HapyleHusX
LUMKNa o6pa3oBaHNst MOYEBMHbI KOHLEHTPaLMS amMuaka
B KpoBu BapbupyeT ot 200 go 1000 mMKmonb/n. B 3aBu-
CMMOCTHK OT TSXKECTU TeYeHUs M Bo3pacTa MaHudecTalmu
3abofeBaHNsa OaHHOW TPynmnbl MMEKT OCTPblE U XPOHUYE-
cKune dopmbl [21].

Mpu ocTpbix ¢opmax OGonbluag 4YacTb 3abosieBaHWM
MaHUGbECTUPYET B nepBble AHW, mMecsubl Ku3Hu [19, 20].
OCHOBHblE KIMHUYECKME NPOSBNEHUS: PBOTA, OTKa3 OT efbl,

COH/IMBOCTb, BANOCTb, NPOrpeccHpytollas BnaoTb A0 pa3Bu-
TS KOMbI, OTEK FOJIOBHOrO MO3ra BCNEeACTBME TMnepaMmo-
HMEMWM, HaPYLWEHUS MbILEYHOro TOHYCca, TEPMOPErynsLmm,
AblxaTenbHas HeAOCTaTOYHOCTb, CYA0POXKHbIN CUHAPOM, aTaK-
cus, mporpeccupytollee nopaxKeHue neyveHun, nevyeHoyHas
HEeJoCTaTO4HOCTb, MHCYNLTONOAOBGHbIE COCTOSHNS, a B 6onee
CTaplem BO3pacTe — MNOoTeps 3peHUus, NcuxuaTpuyeckas
cumnToMaTtuKka [21]. Y HOBOPOXKAEHHbIX AETEN KNMHUYECKME
NPOSIBIEHNS 4acTO GblBalOT O4E€Hb CXOAHLIMU C TMMOKCHUYe-
CKM-ULIEMUYECKNUM nopaxeHnem LIHC, cencucom, ocTpbim
HapylleHneM MO3roBoro KposoobpalueHus [21].

Mpy XxpoHMYecKon popme BO3pPaCT Havyana 3aboneBa-
HWUW JaHHOW rpynnbl — NepBble roAbl XU3HKU [21, 22].

OCHOBHblE K/MHWYECKME MPOSIBAEHUS: OTKA3 OT Npu-
ema 6enKkoBOW NuLLM, NEPUOOANMYECKM — 3Nn3oabl cnabo-
CTW, BANOCTU, MUTPEeHeNoaobHble rofoBHbIE 601K, TPEMOP,
aTaKcus, HapyleHWs CO3HaHWA BMNOTb A0 Pa3BUTUS KOMbI,
0CO6€EHHO Ha poHe BbICOKOGENKOBOM efbl, MHeKumn [21].
Y nauneHToB TaKXe oTMeyvaloTcs renatomeranus, noBbilwe-
HWE CbIBOPOTOYHbIX KOHLIEHTPaLMI NeYeHOYHbIX TpaHCaMu-
Ha3, KOTHUTUBHbIE M NOBEAEHYECKMNE HapyLUEeHWUs, NCUxmuaT-
puyeckas cumntomatuka [19].

Mpu runepammoHnemmun Bbie 500 MKMONb/N Y HOBO-
POXKAEHHbIX M NALMEHTOB AETCKOro Bo3pacTa, a TaKKe Bbllie
200 MKMOnb/n Yy B3pPOCAbIX B CBA3M C PUCKOM pa3Bu-
TS OTEKa rO/I0OBHOrO MO3ra, TaXenblX HEeBPOSIOrMYECKUX
OCNIOXXHEHUN peKOMeHayeTcss Ha3HayeHWe BEHO-BEHO3HOM
remodunbTpaumMmn n1nbo remogmanMisa — B 3aBUCUMOCTHU OT
BO3pacTa U KIMHMYECKOro COCTosHUA nauneHTa [19, 20, 21].

AUATHOCTUKA HACJIEACTBEHHBbIX

AMWHOALMAONATUIA U HAPYIUEHUHA

LIUKJIA OBPA30OBAHHUA MOYEBHUHbI

Mpy NOAO3pEHMM Ha HanMuue y nauneHTa 3aboneBaHus
M3 rpynnbl HacneACTBEHHbIX HapyweHWn obMeHa amWHO-
KWCNOT MPOBOAMUTCS OMNpeaefieHne CnekTpa amMUMHOKMCIOT
W aUMNKapHUTMHOB B BbICYLUEHHbIX MATHAX KPOBWM METOAOM
TaHAEMHON MacC-CNeKTPOMETPUU U CMEKTPa OpraHUyYecKux
KMCNOT MO4YM METOAOM ra3oBOW xpomaTtorpadwu, aMUHO-
KMC/IOT BEHO3HOW KPOBW METOAOM BbICOKOIPDEKTUBHOM
XUOKOCTHOW xpomatorpadun [1, 4, 22]. U3MeHeHua npo-
®dnNS aMMHOKMCAOT KPOBM M OPraHUYECKUX KUCIOT MOYM,
KOTOpble XapaKTepHbl 415 NaLMEeHTOB C HacneaCTBEHHbIMM
HapyleHnaMM o6MeHa aMMHOKMCIOT U HacneaCTBEHHbIMM
HapYLEeHUSIMHU LIMKa MOYEBUHbI, MPeACTaBNEHbl B Tab. 2.

OAHUM M3 BaXHbIX OUMOXMMUYECKUX MOKa3aTenewn,
NaTOrHOMOHMYHbIX AN HapyweHwh LMKna obpal3oBaHus
MOYEBWHbI, SBNSIETCA OMNpeaeneHne amMMOHUs (amMuaka)
KpoBu [18, 19]. loBbllWeHME YPOBHA aMMOHUS B KPOBHM
Bbilwe 100 MKM/n y AOHOLWEHHbIX HOBOPOXAEHHbIX U Bbllle
50 MKM/n y pneten 6onee crapluiero Bo3pacrta MOXET Mpu-
BECTU K pasBUTUIO TsKeNblX cocTosHui [21, 22]. MNpu Hapy-
WEeHMAX UMKIa 06pa30BaHUs MOYEBMHbI, B 3aBUCHMOCTH
OT HO30/I0TMYECKON €AMHMULbI, KOHLIEHTPauus amMMOHMS
MoeT noBblwaTtbes 4o 200—1000 MKMonb/n.

MnepaMmMoHMEMUS MoApa3aenseTcs Ha MNepPBUYHYIO,
BO3HWKaIOLLYO BCNEeACTBME HapylWeHUW LUMKia obpas3oBa-
HWUS MOYEBWHbI, U1 BTOPUYHYIO, KOTOPasi MOXET BO3HWKaTb
npu ApYrux HacneacTBEeHHbIX 60Me3HAX o6MeHa BeLLeCTB,
NnopaxKEHUU MeYeHU pasnIMYHOM ITUOJSIOTMKU, MNOPTasbHOM
rMNepTeH3nn, MOYEYHOM HegoCTaTOYHOCTU, MHDEKUMUSX,
oTpaBneHusax [21]. MNoBblWEHWE aMMOHUSA Y HOBOPOXKAEH-
HbIX TaKX€ MOMET OTMeYaTbCsi MPW THKENOM TUMOKCUM,
acOUKCUK, CYyAOPOKHOM cuHapome [21]. Y HeaOHOLWEHHbIX
HOBOPOMAEHHbIX C Maccoun Tena MmeHee 1,5 Kr MOXKeT pas-
BMBATbCA TPaH3MTOPHAas rMNnepaMMOHMEMUS BCNeacTBUE
HEe3penocTn GepmMeHTHbIX cuctem [21].
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Ta6nuua 2. JlabopaTopHble fiaHHble NPU Hanbonee HYacTo BCTPEYAIOWMXCS HaCNeACTBEHHbIX HapyLWeHUsaX 06MeHa aMUHOKUCAOT U HapyLLEHNUSX

LUMKNa Mo4YeBHHOOGpasoBaHusa [1, 2, 22]

Table 2. Laboratory data of the most common hereditary amino acid metabolism disorders and urea cycle disorders [1, 2, 22]

3a6oneBaHue

NaGopaTopHble uccnefgoBaHus

KpoBb

Moua

DeHUNKeTOHYPUS KnaccuyecKasn

1 deHunnanaHunHa (6onee 120 MKMonb/n (2 Mr/an),

COOTHOLWEeHWe deHnnanaHuH/TMpo3unH 6onee 3 (Hopma Ao 1)

1 TMpo3unHa

1 deHunnupysara
1 deHunnakrata
1 deHunauetoauetata

MnepdeHnnanaHnHemmns
BH4-pedvuntHas

Tvn A

1 peHunanaHmMHa

1 TUpO3uHa

LICXK*

| romoBanuHoOBOM KUCNOTI

| B-rMAPOKCUMHAONYKCYCHOM KUCNOTbI

| 6uonTtepuHa
1 HeonTepuHa

Twn B

1 deHunanaHuHa

LCK

| roMoBanuHOBOM KUCNOTI

| B-rMAPOKCUMUHIONYKCYCHOM KUCTOThI

| 6uonTtepuHa
| HeonTepuHa

Tun C

1 peHunnanaHmHa

LCK

| roMoBannHOBOM KUCNOThI

| 5-rMapOKCUMHAONYKCYCHOM KMCNOTI

1 6uonTtepuHa

Tvn D

1 peHunnanaHmHa

LUCXK

| roMoBan1MHoOBOM KUCNOThI

| B-rMAPOKCUMHAONYKCYCHOM KUCNOTbI

1 HeonTepuHa
1 7-6nontepuHa (NpumanTepuHa)

TuposuHemus, Tvn |

1 TMpo3KHa (6onee 200 MKMOSb/N, Y AETEN C TAKENOM
6€eNKOBO-3HEePreTMYeCcKom HeAoCTaTOYHOCTbIO TMPO3UH
MOMeET 6bITb B HOpME)

1 MeTUoHWHa

1 CyKUMHUNaLeToHa

1 cyKuMHunaueToHa (= 10-100 pa3
Bblle HOpMbI (Hopma 0—2 MM /monb
KpeaTuHuHa))

1 4-rnapokcubennnnupysata

1 4-rngpokcubeHnnnaxkTaTa

1 4-rngpokcubennnnupysata

Tupo3uHemusa, Tun Il TUPO3UMHa
P P 1 4-rngpokcubeHnnnaxkTaTa
1 4-ruppokcudeHunnnupysara
TuposunHemus, Tvn Il 1 TMpo3uHa 1 4-ruppoKcudeHunnnaKkrarta

1 4-ruppokcudeHnnaueToaletara

AnKanToHypus

T rOMOreHTU3UHOBOW KUCNOTbI

1 rOMOreHTU3UHOBOW KUCNOThI

bonesHb «KNeHoOBOro cnpona»

1 neymnHa (500-5000 MKMONb /)

1 nzonenumHa (200-12000 MKMONb/N)
1 BanuHa (500-1800 MKmonb/n)

1 annousoneiumnHa (72—220 MKMONb/N)

1 2-O0KCOM30KaNPOHOBOW KMCNOTbI

1 2-rMapOKCUU30KanpPoOHOBOM
KUCNOTbI

1 2-0KCO0-3-MeTUnBanepmaHoBoOn
KUCNOTbI

1 2-0KCOM30BanepuaHoBOM KUCIOTbI
1 2-ruapoKcumM3oBanepuaHoBomn
KUCNOTbI

1 2-ruapoKcu-3-MeTunBanepraHoBoi
KUCNOTbI

[OMOLMCTUHYPUA Knaccuyeckas

1 romouucTenHa (HoBopoxaeHHble — 50—100 MKMonb/N,
nauueHTbl cTaplle 1 roaa 6e3 Tepanun — Bbiwe 100 MKMONb/ 1)
1 METMOHWMHa (Y HOBOPOXKAEHHBIX — 200-1500 MKMONb/N,

nauueHTbl ctapwe 1 roga — 6onee 50 MKMOb /1)

1 romoumcrterHa
1 METMOHMHA

foMouUMUCTUHYPHUS, 0BYCNOBNEHHas
TSXeNbIM JedULUTOM
MeTuneHTeTparnapodonaTpeyKrasbl

1 romoumMcTerHa
METUOHUH — | UM HopMa

1 romoumcTenHa

HeKkeToTnyeckas runepramumHemus
(rnMumHoBas aHuedanonatus, TMn 1)

1 ravumHa
LCX
NoBbILLIEHWEe COOTHOLWEHUS rmuumHa LCH /nna3ma

1 ravumHa

Hepoctato4yHoCTb
N-auetTunrnioTamaTCMHTETa3bl

| apruHuHa (ymepeHHo nnun Hopma)

opoTOBas KUCOTa B Npegenax
HOPMbI




Ta6nuua 2. MNMpogomxkeHme
Table 2. Continuation

JlaGopaTopHble uccnefgoBaHus

| unTpynanHa

3a6oneBaHue
KpoBb Moua
1 rnyTamuHa
Hepocrato4HocTb 1 anaHuHa .
| opoTOBOM KMCNOTLI (YMEPEHHO)
Kap6omoundocdaTcuHTeTasbl 1 | aprunuHa

Hepoctato4yHOCTb
OPHWUTUHTPaHCKap6amumnassbl

| aprunuHa
| unTpynanHa

1 OPOTOBOW KMCNOTbI (BbIPaXEHHO)

UuntpynnuHemus, Tun 1
(HepocTaTO4HOCTb
apPrMHUHCYKLIMHATCUHTETa3bl)

1 UMTPYANMHA (BbIPaXKEHHO)
1 apruHnHa (ymepeHHo)

0opoTOBas KMCNoTa B Npeaenax
HOPMbI

1 LMTPYANMHA (YMEPEHHO)
1 rnyTamMuHa (yMepeHHo)
1 anaHuHa (yMepeHHo)

ApPruHUHAHTapHas
auunaypus (HefoCTaTo4YHOCTb
APTMHUHCYKUMHATMA3bI)

apruHuH B 60nblumMHCTBE cinydaeB N

1 @aprUHUHSHTAPHOM KUCOTbI
(BbIpaxeHHoe)

1 OPOTOBOW KUCNOTHI
(He3HauyKUTENbHOE)

ApruHUHemMus (HeJoCcTaTo4yHOCTb

apruHnHa (BblpaxeHHo
apruHasbl) tap (BbIP )

opoTOBas KMC/OTa B Npeaenax
HOPMbI

CYHAPOM rMNEPOPHUTUHEMMMU,
runepaMMoOHUEMUH,
roMouuTtpymHypun (HHH)

1 OpHUTWHA (BbIPaXKEHHO)

1 OPOTOBOM KUCNOTHI
(HE3HAYUTENbHO)

1 unMTpynIMHa
1 METMOHUHA
1 ranakTosbl

LnTpynnuHemus, Tin 2

0opoTOBas KMCMOTa B Npeaenax
HOPMbI

Mpnumeyvanme. UCH — uepebpocnuHanbHas KUAKOCTb; AP — ayTOCOMHO-peLlecCUBHbIA Tun HacnepoBanus; HHH — hyperornithinemia-

hyperammonemia-homocitrullinuria syndrome.

Note. CSF (LICX) — cerebrospinal fluid; AR (AP) — autosomal recessive inheritance; HHH — hyperornithinemia-hyperammonemia-homocitrullinuria

syndrome.

MauneHTaM ¢ NOAO3PEHNEM Ha HACNEACTBEHHbIE HapyLle-
HMS 06MEeHa aMUHOKMCNOT NPOBOAUTCS ONpeaeneHne B CbiBO-
POTKE KPOBM KOHLEHTPaLMM [IOKO3bl, NaKTaTa, aMMOHMS,
Kanus, HaTpus, xaopa, obuiero 6enka, anbbymuHa, 6unnpy-
6uHa (0buiero, NPAMOro, HENPSMOro), acnapTaTaMMUHOTPaHC-
depasbl, anaHMHamuMHOTpaHchepasbl, NaKkTaTaernaporeHa-
3bl, ramMa-rnyramunTpaHcoepasbl, KpeaTMHHGOCHOKMHa3bI,
Leno4yHon pocdaTtasbl, KanbLng 06LIErO, KpeaTUHUHA, MoYe-
BWHbI, MOYEBOWM KMCNOTbI, HEOPraHM4YecKoro pocdopa, xonec-
TepvHa, TPUIMLLEPUIOB, TOMOLMCTENHA, @ TaKXKe nokasare-
Nlel KNCNOTHO-OCHOBHOMO PaBHOBECUS AJ1 OLEHKU YHKLMK
neyeHu, NoYeK, YrneBOAHOro, NMMUAHOIO U MWHEpPanbHOro
o6MeHa, CUCTEMbI CBEPTbIBAEMOCTU KPOBU U BO3MOXKHOCTH
pa3BuTUSa MeTabonmyeckoro Kpusa [11, 15, 21].

MoneKynsipHo-reHeTU4eCKoe o06csiefoBaHue [151 TOY-
HOro NOATBEPKAEHUS AMarHo3a NPoBOANUTCS BCEM NaLMEHTaM
C NOAO03PEHNEM Ha 3a60NEBAHNS U3 IPYNMbl HACNEACTBEHHbIX
aMWHOaLMAONATU U HapyLWEeHUN LMKNa 06pa3oBaHma Moye-
BWHbI C BbISIBJIEHHBIMW U3MEHEHUAMM CMEKTPA aMUHOKUCAOT
KPOBM W OPraHUYEeCcKnX KUCNOT Mouu [7, 22].

OunddepeHumnanbHaa puarHocTuka

OnddepeHumanbHas guarHOCTUKa 3aboneBaHuin U3 rpyn-
Mbl HACNEACTBEHHbIX aMUHOALMAONATUI U HapyLLEHWI obme-
Ha MOYEBWHbI, B 3aBMCUMOCTU OT HO30/I0MMYECKON €ANHMLLbI
1 BO3pacTa MaHudecTaunn, NPOBOANUTCA KaK mexay 3abo-
NIEBaAHUSIMM AaHHbIX FPynn, Tak U ¢ APYrMMWU HacneacTBEH-
HbIMW 3a60/IeBaHNSIMW OBMeEHa BELLECTB: OpPraHU4yeCcKUMM
aumaypusamu [7, 11, 15], HapyweHUsIMU MUTOXOHAPWUANbHOMO
6eTa-OKUCNEHUA XUPHbIX KucaoT [7, 11, 15], 6one3Hamu
[OblXaTe/lbHOW Lienn MUTOXOHApWK [7, 11, 15], BPOXKAEHHbIMMU
HapyLWeHUsS MU MUKo3MnMpoBanusa [7, 15, 21], Hapywe-
HUSMKM OuoreHesa nepokcucom [11, 15], NAM30COMHbIMHU
60n1e3HAMM HaKonnieHus [7, 21], anunenTMyeckumn sHueda-

nonatuamu [5, 20] u cuHapoManbHbiMKU GOpMaMKU 3aaepK-
KW McuxopeyeBoro passutmsa [5, 17], HEPBHO-MbILLIEYHbIMHU
3aboneBanuamu [15, 21]. AuddepeHunanbHasg aAnarHocTm-
Ka XPOHWYeCcKon dopmbl TUpo3uMHemuUH, Tun | (Tun IB) npo-
BOAMTCA C paxmtonogob6HbiMM 3aboneBaHuamu [11], Tun I
n tmn Il — ¢ HacneaCcTBEHHbIMM HapyleHUsMU obMmeHa
HenpomeanaTopos [13], KnacCUYeCcKon roMOLMCTUHYPUN —
C HacneaCTBEHHbIMU 3a60N1EBAHUSMU COEANHUTENBHOM TKa-
HU, cuHgpoMmom MapdaHa [17].

OCHOBHbIE MPUHLUMMNbI TEPANUU

HACNEACTBEHHbIX AMMHOALIU[IONATHM

WU HAPYLUEHMA OEPA30BAHUSI MOYEBUHbDI

OCHOBHbIE MPUHLMMbI IEYEHNS HACNEACTBEHHbIX Hapylle-
HUA OBMEeHa aMMHOKMCIOT 3aK/oyaloTcs BO BBEAEHWM HU3-
KOGENKOBOW [MeTbl, KoTopas GOpMMUpYyeTCs B 3aBUCMMOCTU
oT 3aboneBaHus, BO3pacTa, MacCo-poCTOBbLIX MOKa3aTenewn,
OU3MYECKON aKTUBHOCTU, CTaBUSIbHOCTU COCTOSIHUS MU Hanu-
4yus MeTabo/IMYECKON [OEeKOMMeHcaUMn MNauueHTa ¢ y4eTom
3HEepPreTMYecKomn NoTpebHOCTH, NONy4eHUs HE0OXOAMMOr0 KONMK-
4ecTBa XKMPOB, YIrNeBOJOB, 6EMKOB, BUTAMWHOB M MUHEPASbHbIX
BellecTs [7, 23]. MepeyeHb crneunanuanpoBaHHbIX NPOAYKTOB,
KOTOpble MPUMEHSIOTCA AN AWEeToTepanuu HacneacTBEHHbIX
HapyweHn obMeHa aMUHOKWCOT, NpeacTaBeH B Tabn. 3.

NMaumMeHTam ¢ TUaMUH-3aBUCUMOK GOpMOKN 6OSIE3HHU
«KJIEHOBOFO cupona» Heo6Xx0AMMO Ha3HayeHWe TuaMuHa,
npu Bg-4yBCTBUTENBHOM KNACCMHECKON FOMOLIUCTUHYPUN —
BUTamMnHa Bg (MMPMOOKCKHHAE), NPU KIaCCUYECKOW roMoLmC-
TUHYpPUM — npenapaTtoB 6eTavHa (6MONOrMYecKn aKTMBHasA
no6aska) [14, 17, 21]. Pexxum 4031poBaHUs 1 onpeaeneHme
4yBCTBUTE/IbHOCTU K BUTaMWUHY Bg Mpu Knaccu4eckon romo-
LUMCTUHYPUM MpPUBEAEHbl B KIMHUYECKUX PEKOMEHAALMSX
«HapylweHune obmeHa cepocogepalmx aMMHOKMUCIOT (FOMO-
UMCTUHYpUS)» (2022) [17].
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Ta6auua 3. CneupannsnmpoBaHHble NPOAYKTbI, MPUMEHSEMbIE NPKU AMeToTepanum Hambonee YacTo BCTPEYAIOWMXCSH HacNeACTBEHHbIX HapyLWeHnn

o6MeHa amuHoKuenoT [1, 6, 24]

Table 3. Specialized products used in nutrition therapy of the most common hereditary amino acid metabolism disorders [1, 6, 24]

CneuuanusnmpoBaHHble NPOAYKTbI

dupma-nponssogutenb

CtpaHa-npousBoguTenb

MMnepdeHunanaHmHemus (peHUNIKETOHYpPUS)

AdeHunak 13 NHdanpum Poccwuiickas denepauns
AdeHunnak 15 NHdanpum Poccwuiickas depepauns
AdeHunak 20 NHpanpum Poccuitckas ®epepaums
AdeHunak 40 NHdanpum Poccwuiickas ®epepauns
HytpureHn 14-phe PREMIUM NHdanpum Poccwuiickas denepaumnsa
Hytpuren PREMIUM 20-phe MHdanpum Poccwuiickas depepauns
HytpureH PREMIUM40-phe NHpanpum Poccuitckas ®epepaums
Hytpuren PREMIUM 70-phe NHdanpum Poccuiickas ®enepaums
HyTpuren 30 NHdanpum Poccwuiickas denepauns
Hytpuren 70 NHdanpum Poccwuiickas ®epepauns
HyTtpureHn 75 NHpanpum Poccuitckas ®epepaumns
PKU AHamukc UHdaHT+ HyTpuums fepmaHua

XP Makcumym HyTpuums fepmaHua

PKU JTodneke LQ Juicy Berries xunakuw HyTpuums Benuko6putaHusa
PKU Nutri 2 Energy HyTpuums Benuko6putaHus
PKU Nutri 3 Energy HyTpuumns Benuko6putaHusa
PKU Nutri 2 Concentrated HyTtpuumsa Bennko6putaHus
PKU Nutri 3 Concentrated HyTtpuumns BenunkobputaHus
COMIDA-PKU A dopmyna + LCP Komunga [epmaHus
COMIDA-PKU B Komuaa fepmaHua
COMIDA-PKU B ¢popmyna Komunaa [epmaHus
COMIDA-PKU C Komuaa lfepmanuns
COMIDA-PKU C dopmyna Komunga [epmaHus

MD mun ®KY-0 MeanmnopT Poccwuiickas denepauns
MD mun ®KY-1 Meavmnopt Poccwuiickas depepaunsa
MD mun ®KY-2 Meavmnopt Poccwuiickas ®epepauns
MD mun ®KY-3 MeavumnopT Poccwuiickas denepauns
MD mun ®KY Mpemuym MeanmnopT Poccwuiickas depepauns
MD mun ®KY MAXI Meavmnopt Poccwuiickas ®epepaunsa

Tupo3uHemua
Hytpuren 14-tyr, -phe NHdanpum Poccwuiickas ®epepauns
HytpureH 20-tyr, -phe NHdanpum Poccwuiickas denepauns
HytpureH 40-tyr, -phe NMHdanpum Poccwuiickas depepauns
HyTpuren 70-tyr, -phe NHpanpum Poccuitckas ®epepaums
TYR AHamuKc NHbaHT HyTpuuus Benuko6putaHusa
XPHEN, TYR TuposnaoH HyTpuumns Benunkob6putaHms
BonesHb «KJIEHOBOIr0 cupona»

HytpureHn 14-val,- ile, -leu NHdanpum Poccwuiickas depepaumns
HyTtpureH 20-val,- ile, -leu NHpanpum Poccuitckas ®epepaums
Hytpuren 40-val,- ile, -leu NHdanpum Poccuiickas ®epepaums
HyTpuren 70-val,- ile, -leu NHdanpum Poccwuiickas denepauns
MSUD Anamix infant HyTpuuus Benuko6putaHusa




Ta6nuua 3. MNMpogomxkeHne
Table 3. Continuation

CneuunannusMpoBaHHble NPOAYKTbI

dupma-npousBoauTenb

CtpaHa-npou3BoauTesb

Milupa MSUD 2 Prima HyTpuumsa Benuko6putaHusa
Milupa UCD 2 Secunda HyTpuumsa Benuko6putaHusa
Milupa MSUD 3 Advanta HyTtpnumns Benvnko6putaHus
ToMouMCTUHYpUA
HyTtpureH 14-met MHdanpum Poccuiickas depepaumsa
Hytpuren 20-met Mudanpum Poccuiickas depepaumsa
Hytpuren 40-met Nudanpum Poccuiickas ®epepaumsa
Hytpuren 70-met Nudanpum Poccuiickas ®epepaums
HCU AHamuKkc MHbaHT HyTpuumsa Benukobputanusa
XMET XomnzoH HyTpuumsa Benuko6putaHusa
MuuuHoBasa aHuedanonatus, Tun 1
NKH AHamuKc nHdaHT* Hytpuumns fepmanus
HapylueHus umkna o6pa3oBaHusi MOYEBUHbI

UCD AHamuKe MHpaHT* HyTtpnumns fepmanuns
Milupa UCD 2 Prima* HyTtpuumns BenvkobputaHus
Milupa UCD 2 Secunda* Hytpuumns BenvkobputaHus
Milupa UCD 3 Advanta* HyTpuumsa BenukobputaHusa
Milupa Basic-P* HyTpuumsa Benuko6putanusa
Maltodextrin 6 Pulver* HyTpuumsa lepmaHusa

MNpumeyaHue. <*> — He 3apernctpuposaH B Poccuiickon Pegepavmu.

Note. <*> — not regjstered in Russian Federation.

KoppeKuus runepaMmMoOHMEMUU MNPU HacNeACTBEHHbIX
HapyleHUsx o6MeHa LMKIa MO4YEeBMHbI NMPOBOAUTCA Mpe-
napatamu, cBs3biBalolWMMKU aMMOHMI. [TogpobHasa TaKTUKa
Be[leHMs NaLMEHTOB C JaHHOW rpynnon 3aboneBaHnn npea-
CTaBNeHa B METOAMYECKUX peKoMeHaauusax «HapylueHus
LiMKNa obpasoBaHus Mo4YeBUHbI» (2022) [21].

Mpy TAXKENOM TEYEHUWU W YXYALIEHWUU COCTOSIHUS MPWU Ha-
CNEeACTBEHHbIX HapyLIEHUSX LMKIa 06pa30BaHMs MOYEBUHBI,
60Ne3HU «KJIEHOBOro cupona», rOMOLMCTUHYPUU PEKOMEH0-
BaHO NpUMEHeHWe reMoananuaa u/unm nepuToHeanbHoro ana-
NM3a, 04eHb PeAKO — TpaHCNaHTaumsa nedenu [14, 17, 25].

MaToreHeTH4YecKas Tepanus
B HacTosee BpeMs Ans psaa 3aboneBaHWn 13 rpynnbl

HacCNeACTBEHHbIX HapylleHnn o6MeHa aMUHOKMCNOT pa3pa-

60TaHbl 3OPEKTUBHbIE METOAbI NAaTOreHETUYECKON Tepanuu:

e npu BH4-gpeduuuTtHOM runepdeHmnanaHMHEMUN NPOBO-
OWUTCS NledYeHne canponTepuHoM (akTuBaTop deHunana-
HUHMMAPOKCHUNA3bl, CUHTETUHECKWUI aHanor NPUMpPoOLHOro
TeTparngpoéuontepuHa) [5];

A1 nevyeHus GeHUNKETOHYpUKn, 0BYCIOBNEHHOW HeaocTa-
TOYHOCTbIO peHuNnanaHUHrMapoKcHunasbl, paspaboTaHa
Tepanus npenapaTom nareannasa (PEKOMOUHAHTHbIN dep-
MEHT, KOTOPbIN MeTabonmM3npyet deHunanaHut) [5, 25];

® NS NeYeHUs MauMeHToB C TUPO3WHEMMEN, TUN | npume-
HSIETCS NaToreHeTMYecKas Tepanus npenapaToM HUTU3K-
HOoH (NTBC, 2-(2-HuTpo-4-TpndnoopomeTnnbéeHsomn)-1,3-
LIMKJIOreKCaHeaNOH), KOHKYPEHTHbIM MHIMBUTOPOM 4-rua-
POKCUDEHUINNPYBATANOKCUIEHas3bl, 4TO Cnocob6CTByeT
NPeAoTBPALLEHNIO HAKOMIEHUS TOKCUYECKUX MeTabonu-
TOB — CYKLMHWALIETOHA M CYyKUMHUNaLueToaueTaTa [11].

B HacTtosillee BpemMs AN KIacCUMYEeCKOW FOMOLMCTUHY-
pun paspabaTbiBaeTcsd depMeHTo3aMecTUTe/lbHasa Tepanus
nertn6atuHason (OT-58, TBT-058) [18]. MepBble pesynbraThl
NMoKa3ann CHUKEHWEe Yy MauUMEHTOB, MPUHUMAaBLLUMX ydyacTve
B UCCnefoBaHMK, roMmoLMcTENHa Ha 55% K1 XopoLuyo NepeHo-
CUMOCTb Tepanuu Yepes 12 Hel ¢ Havyana ee MHMumauuu [18].

B 3aKktoueHune cneayet oTMETUTD, YTO BbIGOP ONTUMabHOM
TaKTUKW BEEHWS U Tepanuu NauneHToOB C HAaCNeACTBEHHbIMM
HapyweHnsaMn obMeHa aMMHOKMCIOT OCYLLECTBASETCA WUHAM-
BUAyaNbHO ANS Kay[oro naumeHta MynbTUAMCLMNAMHAPHON
KOMaHAoW Bpayen, ucxoas M3 0CO6EHHOCTEN TEYEHUS U TSKe-
CTU K/IMHMYECKOW KapTWHbI, BO3pacTa, Hanuuus metabonu-
YEeCKON AEeKOMMEeHCaLMKn, CyAOPOXKHOIO0 CMHAPOMA, [AaHHbIX
ncecnefoBaHUa CMeKTpa aMMHOKUCIOT KPOBW, OPraHUYecKmx
KWUCNOT MOYM B AMHAMMKE, Pe3ynbTaToB MHCTPYMEHTaNbHbIX
1 nabopaTopHbIX UccneaoBaHun [6, 22, 25]. Anroputm Tepa-
NMU M HabNIOAEHNS NaLUMEHTOB MPEACTaBEH B KIMHUYECKMX
peKoMeHaaLusx, pa3paboTaHHbIX 415 KaxAoro KOHKPETHOro
3a6o0n1eBaHna: GEHUNKETOHYPUK [B], runepdeHnnanaHuHemMmm
BH4-geduumntHom [5], TMPpO3UHEMUH, TN | [11], 6one3Hu «Kie-
HOBOro cupona» [15], Knaccuyeckon romMouMCTUHYpuK [17],
HapyLleHW LUnKia o6pa3oBaHusa MoYeBUHbI [21].

MPO®UJIAKTUKA

MeauKo-reHeTM4ecKoe KOHCYNbTUPOBaHWE M UCMONb30-
BaHWe COBPEMEHHbIX PENpPOAYKTUBHbIX TEXHONIOMMIA NO3BOAS-
€T MPOBECTU NAaHMpPOBaHWE AETOPOXKAEHUI B OTAMOLWEHHbIX
CeMbSIX, MOCKO/IbKY PUCK MOBTOPHOIO POXAEHUA pebeH-
Ka y Takor CeMeWHOM napbl SBASETCH BbICOKMM. Meamko-
reHeTUYEeCKOe KOHCYNbTUPOBAHWE TaKKe MOKa3aHOo nauu-
€HTaM C HacneACcTBEHHbIMM 3a6oneBaHUAMWU U3 TPyMMbl
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B nomouyb Bpauy

HacneacTBEHHbIX aMWHOaLMAONAaTUI, HapylweHUIMU LuKa
06pa3oBaHnsa MoyeBUHbl. OaHa U3 BaXHbIX 3aga4y MeauKo-
reHETUYECKOr0 KOHCY/bTUPOBAHWS — BbISIBIEHWE Y/IEHOB
CEMbM, Yy KOTOPbIX AMArHO3 He yCTaHOB/EH, HO KOTOpble
MOryT UMeTb 3abofieBaHWUs AaHHOW rpynnbl, — OCOBEHHO
Mnagwmx 6paTbeB u cectep [1, 2, 8].

HEOHATAJIbHbIA CKPUHUHT

CornacHo npukasy MwuH3sgpaBa Poccumn ot 21 anpens
2022 . N® 274H «06 yTtBepxaeHun [llopsiaka oKa3aHus
MeAMLMHCKON MOMOLLM NauMeHTaM C BPOXKAEHHbIMU U (MIN)
HacneacTBEHHbIMM 3aboneBaHuaMu», ¢ 01 auBapsa 2023 1.
Ha Bcen TeppuTopun Poccuickon Pepepauumn HeoHaTasb-
HbI CKPUHWHT pacluMpeH A0 36 rpynn HO30/10MMK 1 BKIOYa-
€T B cebs HacneaCTBEHHbIe 3a601eBaHUs U3 rpynnbl Hacnes-
CTBEHHbIX HapyLLeHNn 06MeHa aMUHOKKCAOT [3].

3AK/TIOYEHUE

PaHHAS OuMarHocTMka 3abofieBaHWMM M3 rpynn Hacnea-
CTBEHHbIX HapylweHWn obMeHa aMUHOKMUCAOT U HapyleHnn
UMKna obpa3oBaHWa MOYEBMHbI, CBOEBPEMEHHOE Ha3Ha-
YyeHMe naToreHeTM4YecKow Tepanuun, OCOBEHHO B MepBble
[OHW KM3HKU, 0 MOSIBNEHUS TAXENON KIMHWYECKOM CUMMTO-
MaTUKK, NO3BOMUT COXPaHUTb 340POBbE M XU3Hb pebeHKa,
npeaoTBpaTUTb PasBUTUE TAXKENbIX OCNOXHEHUN [1, 4, 6].
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