I'anakrozemuss — Kiaccuueckoe HacIeACTBEHHOE 3a00eBaHEe OOMEHA BEILECTB,
TpeOytoliee I1y0OKOro NOHUMaHUs TEHETUKH, OMOXUMHH, KITMHUYECKUX
IPOSIBJICHUM, TUATHOCTUKY U JIEUeHUs. BOT CTpyKTYpHpOBaHHBIN TEOPETUUECKUN
MaTepHall ¢ yKa3aHUEM THUIIOB HCTOYHUKOB, IJI€ MOKHO HAWTH MOAPOOHYIO
UH(pOpPMALIHIO:

1. Onpenenenue u CymHoctb 3a001eBaHus:

["anakTo3emMusi — 3TO HACIIECTBEHHAs] (PEPMEHTONATHS, XapaKTEPU3YIOIIAsICS
HapylLIeHuEeM MeTaboJIM3Ma rajJjakTo3bl (MOHOCaXapu/ia, BXOSIIEro B COCTaB
MOJIOYHOI'O caxapa JIaKTO3bl) U3-3a JAePeKTa OAHOro U3 GEepMEHTOB IMyTU
Jlenbyapa.

KiroueBoii nedext:HegocratouHOCTh PEPMEHTOB, TPEBPAILAIOIINX TAJIAKTO3Y B
roko3y. Haubonee Tspkenast u pacnpoctpaneHHast popMa — naeuuuT rajakros3o-
1-dbocdat ypununtpanchepassl (GALT) (Knaccuueckas ranakrozemus, T I).
Pexe Bcrpewarorces nedunut ramakrokuHasbl (GALK) (tum II) u nedunur
ypunuaaudocdar-ramakrozo-4-snumepassl (GALE) (tum I1I).

2. 'eneruka:

Tun HacnenoBanus: AyToCOMHO-pEIeCCUBHBIN. J{J1st mposiBiieHus 601€3HU peOCHOK
JIOJKEH yHAclIeJJ0BaTh ABE MyTaHTHbBIE KOIUU T'eHa (110 OJTHON OT KaXKJI0TO
3I0pPOBOTO POJIUTENSI-HOCUTEIIA).

I'ensr:

GALT (9p13) - knaccuueckas rajakrozemus I Tuna.

GALKI1 (17g24) - ranakrozemus 11 Tumna.

GALE (1p36) - ranakrozemus 11 Tumna.

MyTtanuu: OnrcaHnbl COTHH pa3audHbIX MyTauuii B rene GALT (Toueunsie
3aMeHbl, aenenuu u ap.). Hekoropeie mytaruu (Hamp., p.Q188R, p.K285N)
pacipoCTpaHEHbl B ONPECIICHHBIX MOMYJIALUAX U aCCOLMUPOBAHBI C Pa3HOU
TSAKECTHIO TEUCHUS.

3. buoxumus u IlaTorenes:

Hopmanbhbiii MeTab0JI13M TaaKkTo3bl:

1. l'amakro3a + AT® -> lNanakto3o-1-docdat (pepment: ["anakrokuHaza -
GALK).

2. I'anakrozo-1-docdar + UDP-raroko3a -> I'moko3o-1-pocdar + UDP-ranakrosa
(pepment: I'anakro3o-1-hocdar ypununrpanchepasza - GALT - kinroueBoit atan).
3. UDP-ranakro3a -> UDP-ritoko3a (hepmenT: Ypuaunaudocdar-raiakrozo-4-
snumepasa - GALE).

[TaTorenes mpu nepunure GALT (Knaccuyeckas ranakrozeMusi):

Hakomnuienne Tokcnanbix MetabonutoB: ["anakro3o-1-gocdar (ocHOBHOIM
TOKCHUYHBIN areHT), rajlakTo3a, rajJakTUToN (00pa3yeTcst abTEPHATUBHBIM ITyTEM
BOCCTAHOBJICHUS TaJIaKTO3bl).



MexaHu3MBbl ITOBPEXKACHUS:

[Ipsimoe Tokcuueckoe elcTBHE rajJakTo30-1-hocdara Ha KIETKH MEUYEHHU, TTOYEK,
KHILIEYHHUKA, MO3Ta.

Hapymenue snepreruyeckoro ooMena (0J0KMpOBAHUE TIIUKOJIN3a, UCTOIICHUE
nyna ¢ocdaros).

OcMoTHYECKHUH CTpecC U3-3a HAKOIUJICHUS TAJTAKTUTOJA B XpyCTAJIUKE (KaTapaKTa)
U MO3Te.

Hapymienue cuHTe3a rUKONPOTENHOB U TIIMKONMUIUA0B (M3-3a Aedunura UDP-
rajakTo3bl).

[Tatorene3 mpu npyrux tunax:/lepurmur GALK -> HakomieHre raiakTo3sl ->
OBICTpOE 00pa30BaHUE TAIAKTUTONA -> MPEUMYIIIECTBEHHO KaTapakTa. Jlehurur
GALE -> BapuabenbHbIe TPOSBICHHSI, YaCTO MEHEE TSDKEIbIE, YeM Npu aedurmre
GALT.

4. Kimnuveckass Kapruna (Kinaccuueckas ranakrosemus I tuma):
Manudecranus: B nepBbie 1HH/HEAETN KU3HU TTPU BBEIACHUU MOJIOYHOTO
nuTaHus (TpyAHOE MOJIOKO, CMECH C JIAKTO30M).

OCHOBHBIE CUMIITOMBI:

Kenynouno-kuiieunsie: PBoTa, quapes, oTkas oT €/ibl, Iioxas npudaBka B Bece,
Jerujparanus, KeaTyxa.

[Teuenounsie: ['enaTomeranus (yBeIM4eHUE NIEYEHH ), TPOTPECCUPYIOIIAS KENTyXa
(4acTo xoJyiecTaTU4ecKasi), HapyluIeHUsl CBEPThIBAHUSI KPOBH, IEUCHOYHAS
HEJIOCTaTOYHOCTb.

[Toueunsie: TyOononatus (TIIOKO3YypHsl, aMUHOAIIUTYPHS ), BO3MOYKHA TTOYEYHAS
HEJIOCTaTOYHOCTb.

I'maznbie: Katapakra (MOXKeT pa3BUTHCS OYEHB OBICTPO).

Nudexnumonnsie: Cencuc (vame Bei3BaHHbIN E. coli), Ha hoHe ob1iero Tsxenoro
COCTOSIHUSA.

Hesponoruueckue: BsnocTs, THIIOTOHUS, 3a/IepKKa ICUXOMOTOPHOTO pa3BUTHUSA (B
OCTPOM TEPUO/IC U KaK OTJAJICHHBIC TTOCJIEICTBUS ), TPEMOP, aTaKCHsl, peUeBbIC
HapyIICHUS.

I'emopparuyeckuit cungpom: [1oBbIIIEHHAs] KPOBOTOUHUBOCTH U3-3a HAPYIICHUS
cuHTe3a (DAKTOPOB CBEPTHIBAHUSI B TICUEHHU.

be3 neuyenus: beicTpo nporpeccupyromnasi ne4eHOUHask HeJI0CTaTOYHOCTh, CETICHUC,
JIETAJIbHBIN UCXOJ.

THUIBI HCTOYHUKOB:

VY4eOHUKHY 110 eAnaTpun U HeoHatojgoruu: Onrucanue TUMMUYHON KIMHUKA Y
HOBOPOK/ICHHBIX.

PykoBozcTBa 110 HEOTJIOKHOU NeauaTpun: TakTUKa MIPU OCTPBIX COCTOSIHUAX Y
HOBOPOKJIEHHOTO ¢ nono3penuem Ha HBO.

ATnacel o HaciencTBeHHbIM Oosie3Hsm: (Hamp., Kosnosa "Hacnencrsennsie
CHUHJIPOMBI U MEUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE") - KIMHUYECKUE
WJUTFOCTPALIHAH.



Kimmanueckne nporokonsl U pekomenaaunu: (Hamp., or ESPGHAN -
EBporneiickoro o01iecTBa JeTCKON TracTpOIHTEPOJIOTHH, TeNAaTOJIOTUU U MTUTAHMUS,
NORD - National Organization for Rare Disorders) - ctangapTuznpoBaHHbIe
NOJIXO/1bl K JUATHOCTUKE U JICYEHHUIO.

5. ilmarnocruka:

Heonaranbnblii ckpuHUHT: OCHOBHOM METOJ, PAHHETO BBISBICHUS KIIACCUYECKOU
raJlakTO3€MUU B Pa3BUTHIX CTpaHax. AHAIN3 BBICYLIIEHHBIX MsITeH KpoBU (Guthrie
card) Ha o0uryto rainaktosy (rajsakrosa + rajnakro3o-1-gocdat) u/unm akTHBHOCTH
dbepmenta GALT (dmyopeciieHTHBIN Wi TaHIEMHBIN MacC-CIIEKTPOMETPHUCCKHUI
aHanu3z). [lonoxxuTenpbHbIN CKPUHUHT TpeOyeT HeMEIJICHHOTO MOITBEP K IeHus!
[TonTBepkaaromasi AMarHOCTUKA Y HOBOPOKIEHHOIO C CUMITOMAMU WA
MOJIOKUTEJIbHBIM CKPUHUHTOM:

Omnpenenenue aktuBHOCTH Ppepmenta GALT (GALK, GALE) B apuTponurax
(30J10TOM CTaHIAPT).

KonuuectBenHoe omnpeenenne ranakro3o-1-docdara B 3putporuTax(0CHOBHOM
JUArHOCTUYECKUM MapKep U MapKep KOHTPOJIS JICUCHUS ).

I'enernueckoe TecrupoBanue (cexkBenupoBanue reHoB GALT, GALK1, GALE) -
JUTSl IOATBEPKACHMSI TMarH03a, ONPEEICHHs MPOTHO3a, MPEeHATaIbHOU
JMArHOCTUKHU U KOHCYJIbTUPOBAHUS CEMbH.

OO6mwmii ananu3 Mmoun: ["'anakro3ypus (peayKTUPYIOUIUE BEMIECTBA IIPU OTCYTCTBHU
[JIFOKO3b1), MPOTEUHYPUS, AMUHOALUAYPUS.

buoxumus kposu: ['unornrkeMus, MOBHIICHUE TICYCHOYHBIX (DEPMEHTOB,
OmMpyOunHa, MPU3HAKY KOATryJIOTIaTHH.

[IpenaranbHast AuarHocTuka: Bo3Mo)kHa IPU U3BECTHBIX MYTAILUSX B CEMbE
(ananu3 JHK miona v3 BOpcuH XOpHUOHA UM AMHHUOLIUTOB).

6. Jleuenne:

bazosslii npuniui: [1okKU3HEHHOE CTPOroe UCKITIOYEHUE TallaKTO3bl U JTAKTO3bI U3
JTAETHI.

HeoTnoxHast momMolilb HOBOPOXIAECHHOMY:

Hemennennoe npekpaiieHue NoCTyIIEHUs JaKTO3bl/TalakTo3bl: OTMEHA rpyIHOTO
MOJIOKa/CTaHAaPTHBIX CMECEH.

[lepeBoa Ha cieMATU3UPOBAHHYIO O€3JIaKTO3HYIO cMech: Ha ocHOBe coeBoro
Oenka (eciy HEeT MPOTUBONOKA3aHUM ) WIIM CHHTETUYECKUX aMUHOKHUCIIOT (TIpH
TSYKEJIOM COCTOSIHUM, HEIEPEHOCUMOCTH COH).

Nndysnonnas tepanus: Koppekmus neruaparainn, 31EKTPOIUTHBIX HAPYIIICHUH,
TUIIOTJIMKEMHUH.

Koppekuus koarynonaruu: Buramun K, cBexxe3zaMopoKeHHas 11a3Ma.
AnTtubuotukorepanus: [Ipu mogo3peHnn Ha cerncuc.

[Mopnepxka PyHKIIMN MEYSHH, TTOYEK.

JlonrocpoyHast Teparnus:

uera:

[TonHoe uckiouenne: MoaoKko U MOJIOYHBIE MPOAYKTHI (JIF0ObIE!), MPOMYKTHI,



coJiepKariue JIaKTo3y, TaJlaKTo3y, JaKTyJI03y (BHUMaHHE Ha CKPHIThIE UCTOYHHKY -
KoJ10achl, XJ1e0, JiekapcTa!).

Pazpematorcs: Cieninain3upoBaHHble 0€371aKTO3HbIE CMECH (17151 MJIaICHIIEB),
MPOJYKTHI HA OCHOBE COHU (€CIIU MEePEHOCUTCS ), MsCa, PHIOBI, U1, KPYT, OBOIIEH,
bPYKTOB (C OCTOPOKHOCTHIO K HEKOTOPBIM OOOOBBIM U CYOIIPOIYKTaM,
COJIEpIKAIIMM TaJlaKTO3u/Ibl). TpeOyeTcst MOKU3HEHHBIN KOHTPOJIb IUETOJIOTA.
MomnuTopuHr: PeryisipHoe ornpenesieHue ypoBHSA rainakro3o-1-gocdara B
SPUTPOLIUTAX, OLIEHKA HYTPUTUBHOIO cTaTryca, ((U3NYeCKOro u HEPBHO-
MICUXUYECKOTO Pa3BUTHS, COCTOSIHUS MIEUEHHU, MTOYEK, I1a3 (KaTapakra),
PENPOAYKTUBHOU CUCTEMBI Y KEHIIIHH.

Kanenmit 1 Butamuu D: O0s3aTenpHas 1o0aBka n3-3a UCKIIFOYEHUS MOJIOYHBIX
IPOIYKTOB.

Jleuenue oTAaNCHHBIX OCIOXKHEHUH: Jloronenusi, puznoTepanus, KOPPeKIIus
TOPMOHAJIBHBIX HAPYHIEHUH (TUIIOTOHAOTPOMHBIA TUIIOTOHAIU3M Y SKSHIIHUH).
7. Ilporno3 n Otaanennbie OC/I0KHEHNS:

[Ipu paHHe TUarHOCTUKE U CTPOTOM COOJIIOICHUH TUETHI: Y TaeTcs
PEAOTBPATUTh OCTPhIC YIPOIKAIOIIUE )KU3HHU COCTOSHUS (TICYCHOUHYIO
HEJIOCTaTOYHOCTh, CETICUC), KaTapakTy. JleTu BBIKUBAIOT U JI0KUBAIOT 10
B3pOCJIOrO BO3paCTa.

OtnaneHHble OCIOKHEHUS (HECMOTPS HA JTUETY):

KoruutuBHbie HapylIeHUs U 3aiep>KKa Pa3BUTHUs: Y MCTBEHHAs! OTCTaJIOCTh pa3HOl
CTENEeHU, TPYAHOCTH 00YUYEHUSI, peUeBhIE PACCTPOIMCTBA (IUCTIPAKCHS PEUn).
Hesponornueckue: Tpemop, aTakcusi, JUCTOHUS.

[TepBuunas ssuunukoBas HepocratouHocTh (ITAH) y >80% xenmun: AMeHopes,
Oecmionue.

CHIXeHMe MUHEPATIbHOM MIIOTHOCTH KOCTHOM TKaHU (OCTEOIEHHSI/0CTEO00PO3).
Hapymenus MOTOpHOTO pa3BUTHSL.

[TpoGiemMbI ¢ peublo U S3BIKOM.

®dakTOopHI, BIUSIONIME HA TPOTHO3: TSKECTh MyTalluK, CPOKH HavalIa JICUYEHUsI
(KpUTHYECKH BaXHO!), CTPOrocTh COOJIIO/ICHUS TUEThI, KAYECTBO MOHUTOPUHTA U
peaduIuTalnH.

8. Ilpodpunakruka:

HeonatanbHblii ckpuHUHT: OCHOBHON METO/ MPOPHIAKTUKH TKEITBIX
MOCJICICTBUN Y HOBOPOXK/ICHHBIX.

Menuko-reHeTH4eCKOe KOHCYJIbTUpOBaHue cemeit: O1ieHKa pucKa posKaeHus
00JbHOTO peOeHKa MPH OTATOLIEHHOM CEMEITHOM aHAMHEe3€, IPEeHaTaIbHAs
JIMarHOCTHKA.

I'imkoreHo3bl — HacjleICTBEHHbIE OOJNE3HH, B OCHOBE KOTOPBIX JIEKUT
TreHEeTUYEeCKUU JaePeKT NPOoU3BOACTBA (PEPMEHTOB, MPUHHMAIOUIMX Yy4YacTHE B



MeTa0oJIM3Me yTIeBOA0B. XapaKTEPHBIN OOIIHI TPU3HAK — YPE3MEPHOE OTIOKEHUE
IJIMKOT€Ha B MUOLIMTAX, T€MaTOUTAX U APYTUX KJIETKaX opranu3ma. [ JIMKOreHo3bl
MPOSIBISIFOTCS CHMIITOMAMU TUIIOTJIMKEMUH, TENaTOMETajluu, MbIIIEYHOM cJ1aboCTH,
IICYCHOYHOW, CEpPJCYHOM, JbIXaTCJIbHOW ¢ TIOYE€YHOM HEJOCTATOYHOCTH.
JlnarHoctvka BKIIIOYaeT OMOXMMHUYECKHMN aHalM3 KpPOBHU, MOP(POIOTHYECKOe
UCCIIEIOBAaHUE OWONCUHWHOIO MaTepuajga MBI U TI€YEHHU, OIpejecHue
AKTUBHOCTH (DEPMEHTOB, MOJICKYJIIPHO-TCHETHYECKHE TeCThl. JleueHne oCHOBaHO
HAa JIe4eOHOM TIUTAHWU, MEIMKAMEHTO3HONW KOPPEKIMH MEeTab0IMYeCKuX
pPacCTpOMCTB, B psJie Clly4aeB TPEOYIOTCS ONEpallui.

OO0mue cBe1eHUsI

Uccnenosanue rinukoreno30B Benercs ¢ 1910 roga. B 1928-29 ronax 6wuia onrcana
CUMIITOMAaTHKa TIuKoreHo3a | Tuma — «0oJjie3HH HAKOIUIEHUS TIMKOTeHay. JIumb B
1952 rony ynanoch BbISIBUTH (DEPMEHTHBIN Ne(DEKT M yCTAaHOBUTh €ro CBS3b C
pazBuTHeM cUMNTOMOB. [laToreHeTndeckue MeXaHU3MbI M CHOCOOBI JICUCHHUS [0
CUX IIOp OCTalOTCA HE 10 KOHUA M3y4eHHbIMU. K HacTosmeMy BpeMEHU BBIAECICHO
12 TUTOB TJIMKOTEHO30B, HanboOJIee MOJHO UCCaeq0BaHO 9. PacnpocTpaHEeHHOCTh
HU3Kas, B cpeaHeM cocrtaBisieT | cayuaih Ha 40-68 ThICSY HaceleHUs.
ONUIeMUOTIOTHYECKHE TOKa3aTelu OJMHAKOBBI CPEeIM TpeliCTaBUTENed 000MX
MOJIOB, HO TIpu X-PEIECCHMBHOM HACJIEOBAaHUM MYXYUHBI OOJEIOT dYalle.
CuMOTOMBI TPOSIBISIIOTCS B MEPUOJ HOBOPOXKIECHHOCTU WIIM B PaHHEM JIETCTBE,
TEUECHHUE Yallle HENPEPBIBHO ITPOTPECCUPYIOLIIEE.

IIpu4uHbI [JINKOTE€HO30B

EnunctBeHHBIM (haKTOPOM, MPOBOLUPYIOIMIUM PA3BUTHUE TJIMKOT€HOBBIX 0O0JIE3HEH,
SABJISICTCS. TE€HETUYEeCKUU  neexT, B  pe3ylJbTare KOTOPOTO  BO3HHUKAET
HEJ0CTATOYHOCTh OMPEEICHHOr0 (PepMEHTa, YYaCTBYIONIETO0 B 0OMEHE TIFOKO3bI.
Bce rnukoreno3el 3a uckimroueHueM [X Tuma HacneayroTcs MO ayTOCOMHO-
pEeLieCCUBHOMY NMPUHIUITY. DTO 03HAYaET, YTO MYTAIIMOHHBIN I'€H PaCIIONOKEH Ha
XPOMOCOME, HE CIIETUICHHOM C MOJIOM, TTPOSIBJICHUE 3a00JIEBaHUS BO3MOKHO TOJIBKO
IIpY HACJICIOBAaHUM MYTAlUid OT KaXKAOTO U3 POAUTENICN — MPHU HAIMYUU JABYX
PEIECCUBHBIX U3MEHEHHBIX T€HOB B ayijieinu. Eciu nedeKTHBIM SIBISIETCSI OWH TeH
U3 TMaphl, TO JPYroil — JOMUHAHTHBIA, HOPMAJIbHBIA — 00ECTeunBaeT OpPraHU3M
JIOCTaTOYHBIM KOJIMYECTBOM (epMeHTa. UelloBeK Mpu 3TOM CTAHOBUTCSI HOCUTENIEM
JIMKOT'€HO03a, HO He OoJieeT. B mapax, rae 06a mapTHepa — HOCUTEIH, BEPOSTHOCTh
poxxaeHuss OoyibHOro pebeHka cocraBiasier 25%. Ilpm riamkorenosze tuma IX
NaTOJOTUYECKUH TIeH JIOKAIM30BaH B MOJOBOM X-Xxpomocome. ['eMu3urorHsie
MY>KYMHBI UMEIOT Napy XY, Bceria 00JIbHbI TIMKOTEHO30M, TIepeatoT Ae(EeKT BCeM
CBOMM J04epsiM. BeposTHOCTH mepeayn MyTalluM OT >KEHIIMHBI-HOCUTEIbHUIIBI
IETSIM 000MX 110J10B cocTasirsieT 50%.

IlaTorenes

[TaTtoreneTnueckass OCHOBa BCEX TJIMKON€HO30B — HEBO3MOXHOCTH IIpolecca
CHUHTE3a M pacrnaja IJIMKOreHa, €ro HaKOIJIEHHE B TKaHSX. | JTMKOreH SBISETCS
€IMHCTBEHHBIM  PE3EPBHBIM  TIOJIMCAXapUJIOM  OpraHu3Ma, CBOECOOpa3HbIM
SHEPreTUYECKUM «JET0» — MOCIE MprUeMa MUILNA U3JUILIEK TJII0KO3bI MPEBPaaeTCs
B TJMKOTCH IEYEHW WM MBIIII, 3aTE€M TOCTEIICHHO PACIISIUISIETCS OOpaTHO 10
[IIIOKO3bI. biarogaps 3ToMy MeXaHu3My MNOJJIEPKUBACTCS CTAOMIIbHBIA ypOBEHb



caxapa B TuIa3Me KPOBH, KJIETKU U TKaHU OpraHu3Ma HEMPEPHIBHO 00ECIIEUNBAIOTCS
suepruel. [Ipu armukorenose (0 TUI) — OTCYTCTBYET (PEpMEHT IIIMKOT€HCUHTETA3a,
OTBETCTBEHHAs 3a MPOU3BOJCTBO IIMKOreHa. llanueHTsl cTpagaroT OT TSLKEJIOU
TUIIOTJIMKEMHUH.

[Tpu rmukoreHoBBIX O00Je3HIX TUTIOB 1-11 BO3HUKAeT reHeTHYeCKH 00yCIOBIICHHAS
HEJ0CTATOYHOCTh KaKOro-Iu00 (pepMeHTa, KaTAIU3UPYIOIIEro IENOYKY IIIF0K03a-
TJIMKOTEH-TIIIOK03a. | THUI XapakTepu3yeTcss NePeKToM TIoK030-6-hocdarassl u
ITF0K030-6-(ocdaTTpanciaokassl, 2 TUIl — anbda-1,4-raoko3umassl, 3 THI — aMUIIO-
1,6-rmoko3uaasel, 4 tun — D-1,4-TmokaHo-o-TIIOKO3WITpaHchepasbl, 5 Tl —
rkoreHdochopuaazsl MUOIIUTOB, 6 TUM — KpaxMasndochopunassbl renaTouuToB, 7
tunn — QocdormokomyTasbl, 8 Thun — dochoppykTroMyTazbl, 9 TUN — KUHA3BI
dochopunaszpl remaTouuToB. M3-3a CHMKEHHOW AKTHUBHOCTH WJIM TIOJHOTO
OTCYTCTBUS (PEpMEHTA TJIMKOTEH HAKAIUIMBAETCS B MBIIIIAX, MEYCHHU, PEKO — B
Ipyrux TKaHAX. V3MeHseTcss CTpykTypa U (YHKIIMOHAJIBLHOCTH OpPTaHOB,
Pa3BUBAIOTCS pa3InyHbIe (POPMbI OPraHHOW HEJOCTATOYHOCTH.

Kaacenpukanus

C yueTom epmMeHTATUBHOTO Jie(heKTa U 0COOCHHOCTEN KIIMHUYECKUX MPOSBICHUN
BBIIEIAIOT 12 BapuaHTOB riamkoreHo3os, oT 0 1o XI. Kpome Toro, onucansl ciyyau
KOMOUHHMPOBAHHBIX THUIIOB, KOTJa ompenensercs Aeduiut aByx (pepMeHTOB, a
TaKkKe cllydau HEUJACHTU(PUIUPYEMBbIX THUIIOB, NPU KOTOPHIX BBIICIHTH
dbepmenTHbii nedexT He ymaercs. CormacHO BeaylieMy NaTOT€HETUYECKOMY
MEXaHU3MY TJIMKOT€HOBBIE 00JIE3HU MOIPA3JIEISAIOTCA Ha TPU OOIBIINX TPYIIIIBL:
IHeyeHouHble. BKIrOYarOT rIMKOreHo3bl Bcex TumoB, kpome I, V u VII. ['mukoren
OTKJIQJIbIBAETCSI MIPEUMYIIECTBEHHO B TeMaTolUTaxX. XapaKTepHA renaToMeraius,
TUIIOTJIMKEMHUSI 4epe3 2 yaca IMocje MNocTyiuieHus yrieBoaoB. Ilpu [ Tume
3a0oyieBaHusl  Takke mopaxkaroTcs mouku, npu I wm IV Tumax
Pa3BUBAIOTCSI MUOTIATUH.

Mpimeynble. B nanHyro rpynmy Bxomar Oose3Hu tunoB VII m V. M3menena
dbepMeHTaTUBHASA AKTUBHOCTH B MBIIIIEYHON TKaHU, HAPYIIIEHO YHEProoOeCIIeUeHHE
MBI, TUIUYHBIE CUMIITOMBI — MUAJITHH, CYJIOPOTH.

Cmemannbie. ['mukoreno3 Il Tuma oTiaMyaeTrcs TEM, 4YTO B MATOJIOTMYECKUM
MPOIIECC BOBJIEKAIOTCSA BCE TNIMKOT€HCOAEpKallle TKaHU. [ IMKOreH CKariMBaeTcs
B JIM30COMax W LIUTOIUIa3Me KJIeTOK. CTpasatoT MHOTME OpraHbl, BO3PACTAET PUCK
CMEPTH IO IPUIMHE CePACYHOMN WIIH JIbIXaTeIbHON HETOCTATOYHOCTH.

CuMNTOMBI IJINKOT€HO30B

ATJIMKOTE@HO3 pa3BUBAETCA B MEPHUOJIE HOBOPOKICHHOCTH JTUOO paHHEro JETCTBA.
Huskoe copepkaHue TJIMKOT€HAa B IEYEHH MPOSBISIETCS PE3KO BBIPAXKEHHOU
runoriukeMuet Haromak. HabGmrogaercs 3aTOpMOXKEHHOCTh, TNIYOOKHM COH,
noTeps CO3HaHWS, OJEAHOCTh KOXKH, TOIIHOTA, PBOTA, CYJOPOTH HOYBID U B
yTpEHHUE 4Yachl. BHENIHE MalMeHThl HU3KOPOCHble, HMEIOT MOHUKEHHYIO
IUIOTHOCTh KOCTHOM TKaHH, MOBBIIIEHHBIN pUcK nepesioMoB. [Ipu 6onezun ['mpke (1
THUII) CUMIITOMBI JEOIOTUPYIOT B MHEpBble 4 Mecsla >KM3HU. XapakTEepeH IIOXOU
alreTuT, MPUCTYNbl  PBOTHI, HEAOCTAaTOK BECa, YBEIWYEHHE IIECYCHH,
JUCTIPONIOPIIMOHAIBHOCTH CTPOCHUS T€J1a — KPYTJIOE JIUII0, OOJIBIIION )KUBOT, TOHKHE
KOHEUYHOCTH.



https://www.krasotaimedicina.ru/diseases/zabolevanija_gastroenterologia/hepatomegaly
https://www.krasotaimedicina.ru/diseases/zabolevanija_neurology/myopathy
https://www.krasotaimedicina.ru/diseases/zabolevanija_pulmonology/respiratory-insufficiency
https://www.krasotaimedicina.ru/diseases/traumatology/bone-fracture
https://www.krasotaimedicina.ru/diseases/genetic/Gierke

Knunnueckue npusnaku Oonesnu [lomme (II Tum) ompenensitorcss B TeueHue
HECKOJIBKUX HeJEelIb Toclie pOoXIeHus. JleTu Bsjble, MaJIONOJABMXXHbBIE, C
0CJIa0JIEHHBIM COCATENIbHBIM PEPIIEKCOM, CHUKEHHBIM anneTuToMm. ['enaromeranus
U3MEHSIET MPOMOPLUUMU Tela — KUBOT YBEIMYUBAETCS, PYKHU M HOTH OCTAIOTCSA
ToHKUMU. [lopaxkaeTcs cepiilie, Jerkue, HepBHas cucrema. BbICOK pucK cepieuHon
U JIETOYHOM HEIOCTATOYHOCTH. Y manueHToB ¢ Oonesnbto ®opbdca (III Tum)
CUMIITOMBI CJTa00W M yMEpPEHHOW BbIpaXKEHHOCTH. Ha mepBbIil IMIaH BBIXOJUT
TUTIOTJIMKEMHUST [MOCTA0COPOIIMOHHOTO TEpUOoJia, TemaToOMEerajius, HaKOIUICHUE
MOJIKO’KHOTI'0 JKHMpa B 00JaCTH TyJIoBULIa. Benymire cumntomsl 001e3H1u AHiepceHa
(IV Tumn)— meleynas cinabocTh, mI10Xasg MEPEHOCUMOCTh (PM3UUECKON Harpys3Kw,
CyAOpOrH.

bone3nr  TomcoHa  mpencraBiieHa — renaToMerajiuel, HUCTarMOM, aTaKCHEM,
MPOTPECCUPYIOMIMMH  HEBPOJOTUYECKUMU  HAPYLICHUSIMH  C  MBIIICYHOU
TUNEpPTOHUEH, aeriepeOparueii. Tunnunsie nposiBiaeHus 6one3nun Mak-Appis (V
THUIT) — 00JIU, CTIa3MaTUYECKUE COKPAILEHHUS, Upe3MepHasi yTOMIISIEMOCTb U C1a00CTh
MBIIIIL JaXe IOCJe HE3HAYUTENIbHOW Harpy3ku. MHOrma TOHUYECKHE CyAOpOru
NEPEXOASAT B IE€HEPAIN30BAHHBIC, YTO COIMNPOBOXKIAETCA OOIIEH CKOBAHHOCTBIO.
[IposiBnenus: 6one3nu ['epca (VI Tui) MeHee BbIpaKEHHbIE, MAIMEHTHI CIIOCOOHBI
NEePEHOCUTh JIETKWE W YMEpeHHble (Qu3Nueckue Harpy3Kd, HE HCIbIThIBas
auckoM@opTa. J1omnonHUTeIsHO 00HAPYKUBAIOTCS MPU3HAKH MTOPAKEHUS TICUCHU —
YIHETEHHUE almeTuTa, pBoTa, TOIMTHOTA, 00U B IpaBOM OOKY.

Teuenue OGone3nu Tapyu (VII Tum) BriIroyaeT HENMEPEHOCUMOCTh (HU3UYECKOU
Harpy3KH, CONPOBOXAAIOUIYIOCS TOUIHOTOW M PBOTOM, OOJIE3HEHHBIMU Cla3MaMu
Mmpim.  IlocTynneHue TirOKO3bl HE  IMOBBIMIAET CIHOCOOHOCTH — COBEpLIATh
¢usnueckue nerctBus. llocne ymoTpeOieHUs MUIIKA CUMIOTOMBI OOOCTPSIFOTCS.
Hau6ounee msirkoe Teuenue cBorictBeHHO Oone3nu Xara (IX tum). Y 60abHBIX erei
YBEJIIMYUBACTCS MEUCHbB, 3aJCPKUBACTCSI MOTOPHOE Pa3BUTHE U pOCT, (hopMUpyeTcs
MbllIeyHasi runoToHusd. C BO3pacTOM CUMIITOMBI CAMOCTOSITEIBHO PENYLUPYIOTCS.
I'mukoreno3s X Tuma KpallHE pPENOK, XapaKTEepU3yeTCs TrenaroMerailveu, npu
JUINTEIbHOM TEYEHHHM CHIDKAETCS TEPEHOCUMOCTh (PU3WYECKUX HArPy3O0K.
['mukoreno3 XI Tuma CcOIPOBOXKIAECTCA 3HAYUTEIBHBIM YBEIWYCHUEM IICYCHH,
3aIepKKOM pocTa M (PU3NYECKOTO DPA3BUTHS, PAXUTOM. Y MOAPOCTKOB HEPEIKO
Ha0II0/1aeTCsl COKpalleHne 00bema NeYeHu, yCKOpeHUe pocTa.

[Ipy pa3sHOBUIHOCTSX TJIMKOT€HO30B, COINPOBOXKIAIOIINXCS TUIIOTIMKEMHUEH,
CyIIECTBYET PpHUCK pa3BUTHs TMIOTIMKEMUYECKOW KoMmbl. Kak  mpasuio,
BBIPQ)KEHHOE CHWKEHHUE YPOBHS TJIIOKO3bl B KPOBHM IPOMCXOJMT IPU IPOITYCKE
OpUEMOB MIUIIK, OCOOEHHO MOCJe HOYHOrO CHa (MpOmycK 3aBTpaka). IlarueHTsl
UCIIBITHIBAIOT TOJIOBOKPYKEHUE U CYJOPOTH, TEPSAIOT co3HaHue. Tspkenbie GopMbl
MBIIIEYHBIX TJIMKOT€HO30B IIPY IPOIOKUTEIBHOM TEYEHUN U OTCYTCTBUM TEPAITAH
OPUBOASAT K JAUCTPOPHUH CKEJIETHBIX MBI, CEPACUYHON HEIOCTaTOYHOCTH.
OcnoXHEHNEM HEKOTOPBIX EYEHOUYHBIX INIMKOT€HO30B SIBJIIETCS LIUPPO3 IEUYECHHU.

[Ipu mogo3peHNn Ha TIMKOTEHO3 PEOCHKY PEKOMEHIYETCS KOHCYJbTallus Bpada-
FEHEeTUKA, IeMarpa, TIacTpOdHTEposiora, remarojgora. B 1mepByw ouepenb


https://www.krasotaimedicina.ru/diseases/genetic/Pompe
https://www.krasotaimedicina.ru/diseases/ophthalmology/nystagmus
https://www.krasotaimedicina.ru/diseases/zabolevanija_neurology/ataxia
https://www.krasotaimedicina.ru/diseases/children/rachitis
https://www.krasotaimedicina.ru/diseases/zabolevanija_endocrinology/hypoglycemic-coma
https://www.krasotaimedicina.ru/diseases/zabolevanija_cardiology/heart_failure
https://www.krasotaimedicina.ru/diseases/zabolevanija_gastroenterologia/cirrhosis
https://www.krasotaimedicina.ru/treatment/consultation-pediatrics/pediatrician

CHEIHAIUCT cOoOHUpaeT aHamMHe3, NPOBOAMUT KIMHUYECKUH ONpPOC U OCMOTP.
[lockonbky 3a0oJjieBaHME TMepefaeTcsi ayTOCOMHO-PEIIECCUBHBIM — CIIOCOOOM,
CEMEHHbIE Clly4al BBIABISIOT penko. PacmpocTpaHeHbl *anoObl Ha ciadoCTh,
anmaTUYHOCTh PeOCHKa, OJICTHOCTh U JKENTYIIHOCTh KOXKHM, OTKa3 OT €Abl WU
MOBBIIICHHBIN AIIETUT, TPYIHOCTH MPOOYKIEHUS YTPOM, TpeMop, cyaoporu. [1pu
OCMOTpE Bpay OTMEYAET YBEIWYEHHUE pa3Mepa IEYEHH, BbIIUPAHHE KUBOTA,
3aJIEPKKYy POCTa, MBIIIEYHYI0 THNOTPO(HUI0, CHEeHu(pUIECKOe OTIOKEHHE
MOJIKO’KHOM KUPOBOM KJIETYATKHU, KCAHTOMBI. JIabopaTopHbIe U UHCTPYMEHTAIbHbBIC
METO/1bl MTO3BOJISIOT MOATBEPAUTH IUArHO3 TJIMKOT€HO3a, UCKIIOUYUTh BPOXKICHHBIN
cu(uIuc, TOKCOMIa3M03, IUTOMETAINI0, [AaTOJOrMU  Ie4yeHu, bone3nb ['omie,
MHOTOHHMIO, TPOTPECCUPYIOUIYIO MBIIIEUHYI0 AucTpoduio, amuorpoduu. K
00s13aTeIbHBIM METOaM MCCIIEI0BAHUI OTHOCSAT:

Buoxumnueckoe uccJjieJ0BaHue kposu. [lo pe3yabTaTaMm aHanusa
OOHapy>XKMBAETCS TUIOTJIMKEMHS C YPOBHEM TIUIIOKO3bl Haromak 0,6-3
MMOJIb/JI, JaKTaTalKUI03 C KOHIEHTpaIluel MOJOYHOM KUCIOTHl 3-10 MMoOIb/1
(kpoMe rauKoreHoza 4 tuma). J{OMOJHUTENBHO BBISBISETCS YBEIUYCHHE
nokazaTrenel TpUuriuiepuaon, oodmero xonecrepuna, JITIHIL, JITIOHII, moueBoit
KHUCIIOTHI, IEYEHOUYHBIX (PEPMEHTOB.

HccnenoBanue Ouonrara mneyeHW, MbIM. [[py H3ydyeHHM TKaHU TEYEHU
HaumOoJiee pacCIpOCTPAHEHHBIMU XapPaKTEPUCTUKAMU SIBISIOTCS TOBBIIIEHHOE
KOJIMYECTBO TJMKOr€Ha MW €ro IJbl0yaToe paclpeiesieHHe B LUTOIUIa3Me
renaTolurTOB, UHOT/IA — B BAKYOJIU3UPOBAHHBIX sapax. OnpeaensieTcs BbIpaxeHHas
OesIKkoBasi U/WIJIM KPYMHO- U MEJIKOKaIleIbHas >KUpoBast AUCTPO(dUs TenaToluToB, UX
HEKpO3, OrpaHWYEHHble oyaru (ubpo3a B MecTax THOENIM KIETOK. B0O3MOXHBI
npu3Haku 1uppo3a. [Ipu MblmieyHbIX TUMAX OOJE3HEW HUCCIEAYETCS MBIIICYHBIN
ouomnrar, B KOTOpPOM MPOCMATPHUBAIOTCS CyOcapKoJieMMaldbHbIE HAKOILICHUS
CTPYKTYPHO HOPMAJIbHOTO IITUKOT€HA.

UccaenoBanne ¢epmMeHTOB. AKTUBHOCTh (PEPMEHTOB H3ydaeTcs B KyJIbType
KOXHBIX (huOpo01acToB, OMoONTATe MBIIIICYHOM M TIEYCHOYHOW TKAHH, JICHKOIIUTAX.
[Ipn rIMKOreHo3ax ¢ XPOHUYECKHMM MEJJIEHHO MPOrPECCUPYIONUM TEUEHUEM
CHUKeHUE (DYHKIMOHAJIBLHOCTH (hepMEHTA JIETKOe WM yMmepeHHoe. [lpu Tspkenom
TE€YeHUU (DEPMEHT OTCYTCTBYET JUOO0 ero akTHBHOCTh MUHUMAJIbHA.

Y3 OpromHoi mnoJsiocTH. OTMEUaeTCs BBIPAXKEHHOE YBEIMYECHHE II€YCHH,
0cOOEHHO JieBOM ee J0iu. XapaKTepHAa THUIEPIXOTCHHOCTh W CTPYKTYpHas
mupdy3Hass ~ HEOAHOPOAHOCTh  NApPEHXUMbl  (MHOXKECTBEHHBIE  MEJIKHE
TUIIEPAIXOTEHHbIE JXOCUTHAJNIBI, pacHpeiesiCeHHbIE pPaBHOMEPHO). B mucTanbHbIX
oTJenax MapeHXUMbl MPOXOXKJIEHUE YIbTpa3Byka ocjabieHo. Bo3moxHO
oOHapy>XeHHe CTPYKTYpPHO pPa3HOOOpa3HbIX MEUYECHOYHBIX aJ€HOM, YBEIUYCHHE
pa3MepoB NOYEK, CENIE3EHKU U TOJIKETYI0YHOM KEJE3BbI.

KomMmrineke AuarHOCTUYECKUX HWCCIAEAOBAaHUM TOAOUpAETCs WMHIUBUAYaIbHO B
3aBUCUMOCTH OT BO3pacTa MallMeHTa W MPEANojaraeMoro THUIA TIMKOT€HOBON
Oone3nn. MoxeT nOTpeOdOoBaTbCS MOJIEKYJIIPHO-TEHETHUYECKass JAHarHOCTUKA
(CEeKBEHHPOBAHUE TEHOB C IIEIBIO BBISBICHUS MyTallun ), dieKTpomuorpadus, IXO-
KI', OAK, koarynorpamma.



https://www.krasotaimedicina.ru/diseases/zabolevanija_venereology/congenital-syphilis
https://www.krasotaimedicina.ru/diseases/zabolevanija_venereology/congenital-syphilis
https://www.krasotaimedicina.ru/diseases/infectious/toxoplasmosis
https://www.krasotaimedicina.ru/diseases/infectious/cytomegalovirus
https://www.krasotaimedicina.ru/diseases/genetic/Gaucher
https://www.krasotaimedicina.ru/diseases/zabolevanija_neurology/spinal-amyotrophy
https://www.krasotaimedicina.ru/diseases/zabolevanija_endocrinology/lactic-acidosis

Crienuguyeckue MeToIbl Tepanuu He pa3zpaboTanbl. [laToreHeTnueckoe jgedeHue
IPOBOJIMTCS KOHCEPBATHBHO, HAIIPABICHO HAa YCTPAaHEHUWE THUIOTIMKEMUH,
MEeTa0O0JIMYECKOT0 alKa03a, KeTo3a, THIEPIUIUIEMUN, KOPPEKLIUI0 AUCHYHKINN
rernaroOMIMapHOro KOMILJIEKCA U KeTyJI0YHO-KHUIIeYyHoro Tpakrta. llpu pazBurun
OCJIO)KHEHUH (Cepbe3HOM TMOPAXKEHUH BHYTPEHHUX OPraHOB) BBIMOJHSAIOTCS
XUPYpPruyecKue ornepauud. MeIunuHCKas IOMOIIb MAalUMEHTaM  BKJIIOYAET
CIEAYIOLIME HAIPABJICHUS:

Juerorepanuio. /[ MUHUMU3aMKA METa0OJIMYECKUX HAPYIIEHUW COCTaBIISACTCS
VHJVBUAYAJIbHBINA IUIaH MUTAHUSA. BOJBHBIM PEKOMEHIYETCSI CHU3UTH KOJIUYECTBO
KUPOB, Caxapo3bl, PPYKTO3bl U TATAKTO3bI JIJII YMEHBUICHUSI TUNEPIUNIUIEMUN U
anuno3a. [Ipu mepBoM TUIE IVIMKOT€HO3a HA3HAYACTCs NMETA C yBEIWYECHHBIM
noTpeOJeHueM yTriaeBOAOB. B 4acTHOCTH, MOKa3aHO YHOTPEOJICHHE CBIPOTO
KYKypy3HOr0  Kpaxmajga €  MEQJIEHHOW  YCBOSEMOCTHIO,  II03BOJISAIOLIEH
npeaynpeauts runoraukemMuto. I[lpm tumax 3, 4 u 9 BBOAUTCS palUMoOH C
npeo01aaHleM )KUBOTHOTO OeJiKa U IPOOHBIM MUTaHUEM.

JlekapCTBeHHYI0 KOPpPEKLIHMI) CHMNTOMOB. B paMkax KOMIUIEKCHOTO JI€YEHUS
IpUMEHsIeTCs KOKapOOKcuia3a AJisl yBEJIUUYEHHs POM3BOJICTBA alleTUIIKO(epMeHTa
A, KOPTUKOCTEPOUIOB U TIIOKAroHa JJig CTUMYJISILIMM TIIIOKOHeoreHnesa. Jleduuur
KapHUTHHA KOMIIEHCUPYETCSl JIEBOKapHUTHUHOM. [Ipu BTOpHYHBIX TyOyJomatusx,
NEYEHOYHbIX W OWIMApHBIX JUCOYHKLIMSIX HUCIOJNB3YIOTCA  KEITUYETOHHbIE
npenaparsl, FenaTonpoTEKTOPLL, JIMMOTPONHBIE BemecTBa. [ Ipu npusHakax anunosa
NOKa3aHbl IMIEJIOYHbIE PACTBOPbI BHYTpUBEHHO. [Ipu mnodeuyHoit aucdyHKLIUH,
nporeunypur — UHruoutopsl AIID. [lpu runepypukeMuu — ypUKOAEIPECCOPHI.
[Ipu HENTpONIEHNN — TPaHyJIOUUTAPHBIA KOJJOHUECTUMYJIUPYIOIIHIA PakTop.
Xupyprudeckoe jedenue. [lanimentam ¢ TsokeabIMU (aTalbHBIMU MOPAKEHUSIMU
IEYeHH MOXET TMOTpeOOoBaThCsl OPTOTONMYECKAash TpaHCIUIAHTAlMsg OpraHa.
[lokazaHnem K omnepanuu SBISIETCA LUPPO3 C  OCIO0XHEHUSMH, YacTo
Pa3BUBAKOLIMIKCI TPU TPETHEM M YETBEPTOM THIIE NATOJOTMU. B OTAENBHBIX
CIIy4asiX XUpypruieckoe BMEIaTeIbCTBO 1eIeCO00pa3Ho MPpH aJIeHOMaX MEeUEHU C
BBICOKHMM PUCKOM TpaHC(HOpPMAIIUU B 37I0KAYECTBEHHYIO OIyX0Jib. TpaHcIIaHTaus
OYEeK  MHOrJa  BBINOJHSETCS  OOJIbHBIM € XPOHHUYECKOW  MOYEeYHOU
HEJI0CTaTOYHOCTBIO.



https://www.krasotaimedicina.ru/symptom/blood/hyperuricemia
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