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Kondaukr unrepecon
ABTOpBI TOATBEPKIAIOT OTCYTCTBHE (PMHAHCOBON MOIEPKKU /KOH(IUKTA HHTEPECOB, KOTOPBIA
HE0OXO0AMMO 0OHAPOIOBATh.

METOJOJIOI'Us1

Metoabl, HCII0/Ib30BaHHBIE 1JIs1 cOOpPa/ceIeKIINH J0KA3aTeIbCTB:

MOKCK B DJIEKTPOHHBIX 0a3aX JaHHbBIX.

Onucanue MeTO10B, HCIOJIb30BAHHBIX /ISl c00pa/cesIeKIMHU 10KA3aTelbCTB:
JIOKa3aTeNbHON 0a30if sl peKOMEeHIalui ABIAIOTCA MyOnuKanuu, Bomenaie B KokpanoBckyro
oubmumoreky, 6a3bl JanHbix EMBASE u MEDLINE.

MeToabl, HCIIOJIb30BAHHBIE /1JI51 OLEHKU KAYeCTBAa U CHJIbI I0KA3aTeIbCTB:

. Koncencyc 3xcnepros;

J OrneHka 3HaYUMOCTU B COOTBETCTBUM CO CTAHJIAPTHBIM MOJXOA0M.

Jis  MUHUMH3aIUU  T[OTEHLHAIbHBIX OIIMOOK KaXKI0€ HCCIEJI0BaHUE OIEHUBAIOCH
He3zaBUCcUMO. JItoOble paznuuusi B OLIEHKaX OOCYXJAlUCh BCEM IpyNIOW aBTOPOB B IOJIHOM
coctase. [Ip1 HEBO3MOXKHOCTH JOCTHKEHHSI KOHCEHCYCa PUBJIEKAJICSl HE3aBUCUMBIN SKCIIEPT.
Mertoasbl, HCIIOJIL30BAaHHbIE 11 (POPMYIMPOBAHUSA PEKOMEHAIMIA:

KoHncencyc akcnepros.

Huankarops! 1o6pokavecTBennoii npaktuku (Good Practice Points — GPPs):

Pexomenayemast moOpokauecTBeHHas MpPAaKTHKAa Oa3upyeTcsl Ha KIMHUYECKOM OIIBITE
YJICHOB paboyeil IpyIIbl o pa3paboTKe peKOMEHJalUM.

JKOHOMUYECKUH aHATU3:

AHanmu3 CTOMMOCTM HE MPOBOAMJICS M MyOJIMKalMU 10 (papMaKOIKOHOMHUKE He
AQHAIN3UPOBAIIHCH.

Pabouas rpynmna:

JUis OKOHYATEeNbHOM pedakiuu U KOHTPOJS KadecTBa PEKOMEHJAIlMH IOBTOPHO
POaHAJIM3UPOBAHbI WieHaMH paboueil rpymimbl.

Knuanueckne peKkoMeHJaluu CO3JaHbl Ha OCHOBAaHMH COBPEMEHHBIX MEKIYHApPOIHBIX
KJIMHUYECKHX PEKOMEHJAlUN 10 TUarHOCTUKE, JICUEHUIO U BEICHUIO OOJBHBIX C MEYEHOYHBIMU
dbopmMamMu TTTUKOTEHOBOM 00JIe3HN OOJIE3HAMMU.

I'mukoreHoBass 0OJI€3Hb OTHOCATCA K PEIKUM HACIEICTBEHHBIM 3a00JIEBaHUSM, YTO
UCKJTFOYAeT BO3MOXXHOCTh TMPOBEACHUS OONBIIMX KOTOPTHBIX W  PaHIOMH3HPOBAHHBIX
KOHTPOJIMPOBAHHBIX MCCIEOBAaHUN M JJIS CO3JAaHUS TPOTOKOJOB IMATHOCTHKH W TEparuu
MCIIOJIb3YIOTCS JIMILIb TEMAaTHYECKHE HCCIEA0BAaHUs SKCIIEPTOB, ONMyOIMKOBAaHHbBIE B MOCIETHUE
JIBa JICCSITUIICTHS.

Kox MKB-10
E74.0 — Hapyiienus yriieBogHoro ooMeHa.



KJIACCUDUKALIUSA IMTUKOT'EHOBOM FOJIE3HU

Oobmenpunsras HoMmeHknatypa I'B moka He paspaborana. B Hacrtosmiee BpeMsi HpUHSTO
UCIIONIb30BaTh Kiaccudukanuio, npemioxkeHHyo JHx.Kopu B 1954 1. m mocTtpoeHHyHO TO
XPOHOJIOTHYeCKOMY NpHHIUITY: TUIBl ['b 0603HauaroTCs pUMCKUMHU U(PaMU U PACTIONIATAIOTCS
B TIOPSIIKE OTKPBITUS CHHIPOMOB M COOTBETCTBYIOIIMX (epMeHTHBIX nedektoB. Ceituac
HOPUHATO BBIIENATH 10 15 pasmuunbix TunoB I'b. BakHo oTMETHTB, YTO y OIHOTO MalMeHTa
BO3MOXXHO COYETaHHUE HECKOJIBKUX (DEPMEHTHBIX NE(PEKTOB, W B TaKUX CIy4asx HPUHATO
TOBOPUTH O HEHJEHTUBHUIMPOBaHHBIX TUNax I'b. Hapymenue paciieruieHus: rinKoreHa MOXKeT
HopakaTb B IIEPBYI0 Ouepelb IE€YECHb W/WIM MBIIIBI, I[I03TOMY B HACTOSIIEE BpeMs
OTpaB/IaHHBIM TAK)KE CYMTACTCS MaToreHeTHdYeckoe nenenue I'b Ha meueHovHble, MBIIIEYHbIE U
cmemranubie Gopmel. [IpuBonumas pabouast knaccudukanus ['b yduThIBaeT THIIBI M SMTOHUMBI
3a0oneBanus, (epMeHTHbIE Ae(EKThI, BaKHEHIINE KIMHUKO-TA00paTOPHBIE XapaKTEPUCTHKH,
0COOEHHOCTH T€YEHHUS U IMPOrHO3a 3TOM maTojoruu (tadi. 1).



Tab6muma 1.

Knaccmbnxauna, KHI/IHI/IKO-Ha60paTOpHa$[ 1 OMOXMMHYECKAS XapaKTepuCTUuKa TIIMKOT'€HOBOM 00JIe3HU

Tun JednuuTHbIii Ctpykrypa n TkaHu WM KJIETKH, B KOTOPBIX BbISIBJIsSIETCS] JH3NMHBIIH JlaGopaTopHbie Jpyrue cuiMnToMBbl, TeUeHHe,
IJINKOT€HOBOI (depmenHT 0CO0EHHOCTH aedekT H3MeHEeHHsI NMPOTHO3
00,1€3HU, SIIOHAM HAKOTICHUSI Ileyens | MpInbI Jpurpo- Jleiiko- | ®uodpo- | I'mmo- I'unep-
TJINKOTeHa HUTHI HUTHI OJlacThl | rIMKe- | JaMOUA-
Must emMust
la,00me3ub don I'nroxo030-6- HopwmanbHas + - - - - + + 3ajepkka pocTa ¥ MOJI0BOTO
I'upke ¢docdaraza CTPYKTYpa, pa3BUTHSL, JIAKTATAlUA03,
MOBBIIIEHHOE THIIEpYPHUKEMUSL, TI0/1arpa,
coJep)KaHne a/ICHOMBI TICYCHH,
renaToUeIUTIONIIPHBIC KAPIIMHOMBI,
Hedpomeranus,
HedpomTHa3/He(hPOKaIbIH-HO3,
(hoKanbHO-CerMeHTapHBIIH
TJIOMEPYJIOCKIJIEPO3, MOYETHAS
HEJIOCTaTOYHOCTh, KPOHOIIOI00HbIE
BOCIAJIUTENIbHBIE 3a00JIeBaHUs
KUILEYHHKA
Ib Tpancnokasa To xe + - - - - + + Amnanoruyssl pu tune la +
JII0K030-6- HEUTpONeHHs
dhocdarassr
(MHKpOCOMAJIBHBIH
TPaHCHOPT-HbII
6eok T7)
Ic MukpocoManbHbIN To xe + - - - - + + AHaIOrU4HEI TIpH THITE |a
TPaHCHOPT-HBII
oemnok T,
11, 6onesns [Tomme o-1, 4- Hopmansnas + + — + + — + MeimiegHast ¢1aboCTh, ceplIevHas
TIIIOKO3H/a32a CTPYKTYpa, HEJIOCTaTOYHOCTh, CMEPTH B
(kucas ManpTaza) MOBBIIIEHHOE BO3pacTe OKOJIo 2 JIeT
coJieprkaHue, (MnazeHYeCKMI BApUAHT)
TJIMKOT€H
HAKaIIMBaeTCs B
JIM30COMaXx
111, 6ome3us Kopu— Awmmro-1, 6- KopoTkue 60xoBbIe + + + + + + + Mpuonatus, Gpudpo3 nim IIppo3
dopocea (Illa, b, c, TIIIOKO3Ua3a LIETH, TIOBBIIIEHHOE NeYEHH, 0O YIIydIIeHnE
d) w/win 4-a-D- COJIEpIKAHNE COCTOSIHUS ¢ YMEHBIIIEHUEM
rIIOKaHOTpaHchep CTETIeHU BBIPAKEHHOCTH
a3a (TJIMKOTeH- CHUMITTOMaTHKH



http://en.wikipedia.org/wiki/Von_Gierke%27s_disease
http://en.wikipedia.org/wiki/Pompe%27s_disease
http://en.wikipedia.org/wiki/Acid_maltase
http://en.wikipedia.org/wiki/Muscle_weakness
http://en.wikipedia.org/wiki/Heart_failure
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_III
http://en.wikipedia.org/wiki/Myopathy

JIEBETBSIIHI

(hepmeHT)
IV, 6onesHb Awmmo-1, 4:1, 6- YV nmHeHHbIe OTtcraBaHue B pa3BUTHH, IUPPO3,
AnpepceH TIIIOKaHTpaHCcdepa OOKOBBIE IIETIN, CMEpTh B BO3pacTe OKOJIO 5 JeT ot
3a (TJIMKOTeH- HOpMaJbHOE MEYCHOYHOH HEeI0CTaTOYHOCTH Oe3
BETBSILIUN coJiep)kaHne TpaHCIIIAHTAIUH TIEYCHH, PEeXKe —
(epmeHT) OTCYTCTBHUE IPOIPECCUPOBAHUS
3a00JIeBaHMs
V, 6one3ns Mak- Mpbimeunas Hopmanphas dusnueckas Harpys3Ka
Apnns ¢docdopunaza CTPYKTYpa, IIPOBOLIUPYET CYIOPOTH,
YMEPEHHO pabzomMuonu3, MHOTIIOOUHYPHS,
MOBBIIICHHOE MOYeYHasi HeAOCTaTOYHOCTh
coJiep)KaHne
VI, 6one3np Xepca ITeuenouHast Hopmanehas OrcTaBaHuE B pOCTeE,
¢docdopunaza CTPYKTYDa, perpeccupoBaHNE CUMIITOMATHKH C
MOBBIIICHHOE BO3PacTOM
coJiep)KaHne
VII, 6ome3np MeimeuHas Hopmanenas OmsnyecKue Harpy3Ku
Tapyn tdhochodpykTokHHA CTPYKTYpa, MIPOBOLUPYIOT c1a00CTh MBI 1
3a MOBBIIICHHOE CyIOpPOTH, TEMOJIUTHYECKAs
coJiepXKaHue aHeMHs, 3a/Iep’KKa pocTa
IXal 0p-CyOBeAMHUIIA Hopmanbnas 3azep>kka MOTOPHOTO Pa3BUTHS U
MeYeHOYHOH CTPYKTYDa, pocrta, perpeccupoBaHue
KHUHAa3bI MOBBIIICHHOE CHUMITOMATHKH C BO3PAaCTOM
¢dochopunassl coJIepXKaHne
IXa2 To xe HopmaineHnas OTtcraBaHue B pocTe,
CTPYKTYpa, perpeccupoBaHHe CUMIITOMATHKH C
MOBBIIICHHOE BO3PacTOM
coJIepXKaHue
IXb B-cyObenunnna HopmaineHnas OtcraBaHme B pocTe, Auapes,
NIEYCHOYHOH / MBI CTPYKTYpa, MBIIIEYHAs THITOTOHUS
HIEYHOH KMHA3BI MOBBIIIEHHOE
¢docopunazsl coJiepKaHue
1Xc y-cyObeuHuIa HopwmanbHnas OTcraBaHue B pocTe, MbIIIEYHAs
TECTUKYJISP- CTPYKTYPa, THIIOTOHUS
HOi1 / meyeHOYHOU HOBBILICHHOE
KHHAa3bI coJiep)KaHne
(hochopunaszer
IXd a-cyObeTuHAIIA MpledHast TUIIOTOHHS, MBIIIICYHAS
MBIIIEYHOH aTopdust, 6011 B MBIIIIAX OpU
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http://en.wikipedia.org/wiki/Andersen_disease
http://en.wikipedia.org/wiki/Failure_to_thrive
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_V
http://en.wikipedia.org/wiki/Muscle_glycogen_phosphorylase
http://en.wikipedia.org/wiki/Rhabdomyolysis
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_VI
http://en.wikipedia.org/wiki/Liver_glycogen_phosphorylase
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_VII
http://en.wikipedia.org/wiki/Tarui%27s_disease
http://en.wikipedia.org/wiki/Phosphofructokinase_1
http://en.wikipedia.org/wiki/Haemolytic_anaemia
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_IX
http://en.wikipedia.org/wiki/Phosphorylase_kinase
http://en.wikipedia.org/wiki/Phosphorylase_kinase
http://en.wikipedia.org/wiki/Phosphorylase_kinase

KHHAa3bI ¢bu3nIecKoi Harpy3Ke
hocdopumnassl
X MpimeyHas [Ipu BeIpaskeHHBIX PUINICCKAX
¢dochormumepaTmy Harpy3Kax MBIIICYHBIC CIIa3MBbI,
Ta3a-2 MHAJITHH, pabIoMUOIIH3
XI, cuanpom Tpaucnoptep 3ameprKa IICHXOMOTOPHOTO
®ankonn-bukens | raoko3sl (GLUT2) pasBuTHs, TYOyIONaTHS,
MaJtbabcopOIus
Xl JlakTaTmerug- PabnoMuonus, noueyHas
poreHasza A HEJIOCTATOYHOCTh
Wl Anpnonasza A HenepeHocumocTb (hn3uueckux
Harpy3ok, CyJI0poru
X1 Enomnasza 3 HenepeHocumocTh (hn3uueckux
Harpy3oK, CyJI0pory, yCuieHHe
BBIPAKEHHOCTU MUAJITUH C
BO3pacToOM
XV docdormokomyra MBplleYHbIE CIIa3MBl,
3a-1 HETIePEHOCHMOCTh (PU3NUECKUX
HATPY30K, pabaoMuoIn3, c1abocTs
MBIIII] TA30BOTO JHA
XV I'mukoreHnH MpImeyHas c1aboCTh, HapyIIeHUe
pHUTMa cepana
0 [euenounas u Hopmanbnas Mpl11euHbIe CTIa3MBI,
MBIIICTHAs CTPYKTYpa, HETepEeHOCHUMOCTh (PU3NUECKUX
TJIMKOT€H-CHHTAa3a TIOHIKEHHOE Harpysok, rurneprpoduyeckas
coJiep)KaHne KapIHOMHOIIaTHsI, HapyIIIeHHE

puTMa cepaua BIJIOTh 10
OCTAaHOBKH

IIpumeuanmne: «?» - HET TaHHBIX.



http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_XI
http://en.wikipedia.org/wiki/Fanconi-Bickel_syndrome
http://en.wikipedia.org/wiki/Glucose_transporter
http://en.wikipedia.org/wiki/GLUT2
http://en.wikipedia.org/w/index.php?title=Glycogen_storage_disease_type_XII&action=edit&redlink=1
http://en.wikipedia.org/wiki/Aldolase_A
http://en.wikipedia.org/w/index.php?title=Glycogen_storage_disease_type_XIII&action=edit&redlink=1
http://en.wikipedia.org/wiki/Enolase
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_0
http://en.wikipedia.org/wiki/Glycogen_synthase

CBopHas reHo-penorunuueckas knaccudukanus ['b ¢ orceuikoii k 6aze qanasix OMIM (Online
Mendelian Inheritance in Man, http://www.ncbi.nlm.nih.gov/omim) npusenena B Tada. 2.

Tabmuma 2.
CBopHas reHO-(eHOTHIIYIEeCKast KIIacCH(UKAIIS PA3IMIHBIX THIIOB TIIHKOT€HOBOH 00JIe3HI

®eHoTun Ne penoruna B I'en Ne rena B 0aze Jlokyc
0a3e JaHHBIX panHeix OMIM
OMIM
I'mukoreHoBas 60Ie3HbL 232200 G6PC 613742 17921.31
la Tuna
I'mukoreHoBast 00JIe3HBb 232220 SLC17A4 602671 11g23.3
Ib, Ic Tuma
I'mukoreHoBast 00JIe3Hb 232240 SLC17A3 611034 6p22.2
IC Thma?
I'mukoreHoBast 00JIe3Hb 232300 GAA 606800 17925.3
Il Tuna
I'nuxoreHoBast 60ye3Hb 232400 AGL 610860 1p21.2
Ia, Ilb, IIc, I11d
THTA
I'mukoreHoBast 00JIe3Hb 232500 GBE1 607839 3pl2.2
IV Tuna
I'mukoreHoBas 60JIe3Hb 232600 PYGM 608455 11g13.1
V Tima
I'mukoreHoBas 60e3Hb 232700 PYGL 613741 14922.1
VI tuna
I'mukoreHoBas 60JIe3Hb 232800 PFKM 610681 12913.11
VII tuna
I'mukorenoBast 0one3Hb 306000 PHKA? 300798 Xp22.13
IXal, IXa2 Tuma
I'makoreHoBas 60J€3Hb 261750 PHKB 172490 16g12.1
IXb tuna
I'mukorenoBas 60e3Hb 613027 PHKG2 172471 16pl11.2
1Xc tuna
I'nuxoreHoBast 60ye3Hb 300559 PHKA1 311870 Xq13.1-g13.2
IXd tuna
I'mukorenoBas 60e3Hb 261670 PGAM2 612931 Tpl13
X Tuna
I'nuxoreHoBast 60ye3Hb 227810 SLC242 138160 3026.2
XI Tuna, CHHIPOM
®ankonn—bukens
I'mukoreHoBast 00JIe3Hb 612933 LDHA 150000 11pl5.1
XI| tuma?
I'muxoreHoBast 6one3Hb 611881 ALDOA 103850 16pl1.2
XI| tuma
I'muxoreHoBast 6oe3Hb 612932 ENO3 131370 17p13.2
XIII Trma
I'muxoreHoBast 6one3Hb 612934 PGM1 171900 1p31.3
XIV tuna
I'muxoreHoBast 6one3Hb 613507 GYG1 603942 3924
XV THmna
I'muxoreHoBast 6oe3Hb 240600 GYS2 138571 12p21.1
0 Tuma, neyeHo4Has
dhopma
I'mukoreHoBast 00JIe3Hb 611556 GYS1 138570 19q13.33
0 Tuma, MpIIICYHAS
dhopma



http://www.ncbi.nlm.nih.gov/omim
http://omim.org/entry/232400
http://omim.org/entry/610860
http://omim.org/geneMap/1/547?start=-3&limit=10&highlight=547

I'nmukorenoBast 0oJ1e3ub | THIIA

B 3aBucuMocTH OT ypoBHS mOpakeHUs B (DepMEHTHON cucTeMe IUII0K030-6-pocdarazbl
BBIIEJISIOT 2 OCHOBHBIX moxrtuna 3abonesanus: la u Ib. Hanuume nmoarumnos Ic u ld Taxxke
ONMCHIBAIOCH B JINTEPATYpe, OJHAKO HX CYILIECTBOBAHUE €IIE HE [OKA3aHO IOCTAaTOYHBIM
KoJmyecTBOM HaOmoaeHuid. Kinumanyeckne cumnromsl Beex noarunos I'b I tuna mpaktuuecku
uacHTHYHBL. OnucaHue OCHOBHBIX CUMIITOMOB 3TOT0O THIIA TJIMKOT€HO3a M HUX NPUYHH MOKET
CILY’>KMTh OCHOBAHHMEM JIJI1 IOHUMAHUsI CHMIITOMOB BCEX OCTaJIbHBIX TUIIOB.

I'nukorenoBass 0oJie3Hbp la TMma (cuHOHMMBI: 0o0Jie3Hb ¢oH T'upke,
renaTopeHaJbHbI  TJIMKOTeHO03, TrenaroHepoMerajbHbIi IJIMKOI€HO3,
Ae(UIUT IIHK030-6-pocdhaTasbl)

Omnpenesenune
['mukorenoBass Oone3nb la Tuma — ayTOCOMHO-pEIECCHBHOE 3a00JI€BaHUE, BBI3BIBAEMOE
IeUIUTOM TIIOK030-6-docdarassl M aCCOUUPOBAHHOE C M30OBITOYHBIM HAKOTUICHHUEM
[JIMKOT€HA HOPMAaJIbHOM CTPYKTYPHI B IEYEHH, MOYKaX U CIU3UCTON 000JI0UKE KUILIEYHUKA
JTHOI0THSA
[Tpuuunoit Bo3nukHOBeHus ['b la Tuna sBusroTcs myranmuu B reHe G6PC, xoaupyromem
TIII0K030-6-docdaTasy, 4TO NPUBOAUT K €€ HEAOCTATOYHOCTH B IEYEHH, MOYKAX, CIU3UCTOM
000JI0UKE KHUIIEYHHKA, a TAKXKE B OCTPOBKAX [-KJIETOK MOJKEIYIOYHOHN 3KeJe3bl U JKETYHOTO
y3BIPSL.
I'enernka
['eHHbIl JIOKyC TIUKOTeHOBOW Oosie3snm la twmma coorBercTByer 17(021.31. OH comepxutr 5
9K30HOB U 3aHuMaeT okoso 12,5 kb renomuoii JTHK.
NuAeMHOJIOT U
I'b Tuna la BcTpeuaercst npumepHo y 80% mnanueHtoB cpeau Becex 6oabHbIX I'b I Tnna. Yacrora
BcTpeuaemoctu I'b la tuma B obmieit momymsuuu cocrapnser 1:100 000-300 000. Hampotus,
cpeaM eBpeeB-allkeHa3n yacTtoTa Bo3pacraer no 1:20 000, yto B 5 pa3 Bbllle, 4eM B 0O0IIEM
Cpeau UL €BPOIEOUTHON PaCHI.
IlaTorenes
['mrok030-6-hocdaraza karanm3mpyeT KOHEUHYIO pEaKIHI0 KaK TIIIOKOHEOTeHe3a, TaK H
THJIPOJIM3a TIMKOTeHa, THAPOIU3YS III0K030-6-pocdaT Ha III0KO3y U HeopraHudeckuit gocdar
(Pi) wu sBHOAsACH EIUHCTBEHHBIM HCTOYHHKOM OOECICUCHHsS] OpraHu3Ma  OOJBIITUMH
KOHIIGHTPALUsAMH TJI0KO3bl. HecrnocoOHOCTh opraHu3ma OOJIBHOTO MPEBPATUTh TIIFOK030-6-
dochar B IIOKO3Yy BeNET K TUINOTIIMKEMHUH Jake TMPU KPAaTKOBPEMEHHOM TOJIOJAaHWH HW3-32
0J10Ka/1bl TIIMKOT€HOJIM3a U TIIOKOHEOTeHe3a U K HAKOIUICHHUIO TJIMKOreHa B MEYEHH, MOoYKax U
cIM3uCTOW 000JI0YKE KHWIICYHHWKA, MPHUBOAS K IUCOYHKIMU OJTHX OpraHoB. HakoruieHue
cyOoctpara OJIOKMpPOBAaHHOW peakiMM, TIJIIOK030-6-pocdaTa, CTUMYyIHpyeT TIUKOIU3 U
HAKOIIJICHHUE JIAKTaTa, KOTOPBIA, CHHTE3UPYICh B DPUTPOIMTAX W MBIIICYHOW TKAHU, HE MOXKET
ObITh TpeBpallleH B TJIOKO3y B TMedeHu (OJokajga TIIOKOHEOreHesa). [ MIorimkeMus
00yCJIOBIMBAET OTHOCHTEIHHO HU3KYIO KOHIEHTpamuio WHCyIWHA. CHIDKAeTCS COOTHOIICHHE
MHCYJIMH/TIIIOKAroH, CTUMYJIUPYS JIMIIOJIN3, U TIOBBIIIAETCS YPOBEHb KUPHBIX KHCIIOT B IUIa3Me.
CTumysinys TIIMKOJIM3a BEAET K YBEIMUCHUIO CHHTE3a InIepora u anetmi-KoA, cybcTpaToB u
KO(paKTOPOB CHHTE3a TPUTIHUIEPUAOB B TIEYEHU. [JIIOKaroH TakXke CTUMYJIUpPYET
METa0OJMUECKUE MyTH, YTHETAIONINE [-OKUCIIEHHE >KUPHBIX KHUCIOT B MHUTOXOHAPHSIX, YTO
COIIPOBOKIAETCS TMKapOOHOBOM anuaypueil. Eciu ckopocTh CHHTE3a amoJIMIONpOTEHHOB M
o0pa3oBaHUs JUIONPOTENHOB oYeHb HU3KoM miuotHocT (JIIIOHII) m nunmonpoTenHOB HU3KOM
wiotHoctu (JIITHIT) orcTaer oT ycKOpeHHOro CHHTE3a JIMIIMIOB, B remaToluTax o0pa3yroTcs
KaIlJTd KHpa, BHI3bIBas BBIPAKEHHYIO TermaroMmeranuio (kupoBas TpaHchopmanus, cTeaTo3
neueHu). Jlakrar sBIAETCS KOHKYPEHTHBIM HHTHOMTOPOM IOYEYHO-KAHAIBLIEBOH CEKpeluu
ypaToB, 4YTO BEAET K THUNEPYPUKEMHH U TUIOYPUKO3ypuHu. [unepypuxkemus sBisercs
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CJIEICTBUEM HE TOJBKO CHM)KEHHMS MOYEYHOTO KIMPEHCA, HO W THHEPIPOAYKIIMH MOYEBOH
KHCJIOTHl B pe3yJbTaTe MCTOLICHHS BHYTPHUIIEYCHOUYHOTO (hocara M yCKOPEHHOU Aerpaganuu
aJICMHOBBIX HYKJIECOTHU/IOB.

Mexanusmbl (hopMupoBaHus (OKaIbHO-CETMEHTApHOTO riiomepyiockiepo3a npu I'b 1 tuma
OKOHYATEJIbHO He sCHbI. He MokeT ObITh NPUUMHON runepuIbTalui U XapakTep MUTAHUS, T.K.
B pamuoHe mpeobnanaioT yraeBoAsl. He wuckmoueHo, 4to QopmupoBanue (okanbHO-
CErMEHTapHOr0 IJIOMEPYJIOCKIIEPO3a CBSI3aHO TAaKK€ C NEPCUCTUPYIOLIEH TUIEPIIUINIEMUEH,
HarmoAoOWe TOro, Kak 93TO MPOUCXOAUT TPH TEPBHYHOM HEPPOTUYECKOM CHHIPOME C
HEa/JIeKBaTHBIM KOHTPOJIEM YacTOThl PEUUIUBOB U AKTUBHOCTH Oone3nu. Ha ponb apyrux
NaTOr€HETHYECKUX (PaKTOPOB MPETEHAYIOT apTepHalbHasi TUIIEPTEH3MUsI, HEPEAKO BO3HUKAIOIIAS
npu I'b | Tuna, u runepypuxemusi. KoHkpeMeHTHI yallle cOCTOAT U3 KPUCTAJUIOB MOHOTHIpATa
OKcaJlaTa KaJblMsl, XOTs HAIWYUE TUIEPYPATypUN AA€T OCHOBAHUS OXKUAATh YpPAaTHOTO COCTaBa
KaMHeH, HO 3TO He Tak. MexaHn3M 00pa30BaHUs OKCATATHO-KaJIbI[MEBBIX KOHKpEeMEeHTOB Iipu ['b
| Tuma He M3y4yeH. Bo3MOkHO, K HEMY UMEIOT OTHOIICHUE XPOHHYECKUH alMI03 U YPUKEMHUS
1160 H3UMATHYECKHE AePEKThI B IEYCHHU C BO3MOKHOM aHanoruei runepokcanypuu tumna I.
Kinnnyeckas kapTuHa

Knunnueckuit penotun rereporeneH, paznuuaroT 2 kauandeckue Gopmsl I'b | Tuma.

[Tpu nepBoii popme TeueHue 3adosieBanus ocTpoe. Bo3pact Havama 601e3HM — HEOHATABHBIN
nepuos, yamie 1-it rox xu3Hu (B 3—4 Mec). Manudectupyer ¢ THIOTIHNKEMUH U JaKTaTalu/103a,
BCKOpE TPHUCOEANHSCTCS BBIpAKEHHAs! T'eIIaTOMETallusl W/WIH THUIIOTIMKEMUYECKHE CYHIOPOTH.
['emaromeranusi 0o0yclnoBieHa KaK HAKOIUICHHEM IJIMKOTeHa (HE TOJIbKO B IIUTOIUIa3Me, HO U B
s/ipax KJIETOK), TaK U HAKOIUIEHHEM JUNUAOB (crearo3 medyeHu). [louku Takke yBETWYEHBI U
Co/epXkaT JIEeTO3UThl TJIMKOT€HAa B KAHAJIBLEBOM OSIUTEIUH, HO CEJIEe3€HKa HOPMAaJbHBIX
pa3mepoB. XapakTepeH OOJbIIOW, BBICTYMAIOUINHI >KUBOT, OTCTaBaHUE B POCTE, TUMOTPODUSI.
JlokanbHbIE OTIIOKEHUS MMOAKOKHOU )KMPOBOM KJIETYATKH, MPEUMYIIECTBEHHO Ha IIeKaX, IPy.u,
aroauuax, oOenpax, «KyKOJbHOE» JHMIIO. MOTyT BO3HHMKAaTh KOJKHbIE KCAaHTOMBI Ha JIOKTSIX,
KOJICHSIX, SATOAuIaxX, Oeapax, HapsAay C JereHepanueil ceTd4aTKu B BUJE MHOXKECTBEHHBIX
JTUCKPETHBIX TMapaMakyJIsSpHBIX BKPAIUIEHUN KEJITOTO IBETa. Y HEKOTOPBIX OOJIbHBIX OIMHCaHa
MHTEPMUTTUPYIOIIAsl AUapes HEesSICHOTO TeHe3a. | Mmoriaukemus, Jaiie OeCCUMITOMHAs WIH C
CyJIOpOTaMH, TSDKENbIM JIAKTaTallMJ030M, BO3HHMKAeT MpH MalellieM TOJOJaHuU U Tpu
OTCYTCTBHH CBO€BPEMEHHOW Bepu(UKAINK IUarHO3a U JIEYSHHs] IPUBOAUT K CMEPTH B BO3pacTe
or 1 mo 3yer. MerabomuYecKuil amua03 YXYIIIaeT COCTOSHHE OOJIHOTO W IMPHBOJIUT K
JEKOMIICHCAIIUU C Pa3BUTHEM PECIUPATOPHOTO AUCTPECC-CUHAPOMA MPHU 3a00JIEBAHUSX BEPXHHUX
JIBIXaTeNbHBIX MyTEH.

[Tpu BTOpO# KIMHUYECKOHN popme, ecu OOJTBHON MEPEKUBAET OCTPhIE META0OTNYECKHE KPU3bI
MJIaJIEHYECKOr0 BO3pacTa, To 3aboseBaHue npuodpeTaeT XxpoHuueckoe Teuenue. [Iporpeccupyer
HapylIieHne (QyHKINH TOoYeK, MOAarpHUeCcKuil apTpUT, OTCTAaBaHUE B POCTE, 3aJePIKKa MOJIOBOTO
co3peBanus. [laronorust moyexk MaHuecTUpyeT NPOTEMHYPHEH, laiee MOTYT MPUCOEAUHITHCS
HedpoauTHa3, HEPPOKATBIIMHO3, THUIEPTOHHS, aMUJIOUI03, CHHAPOM DaHKOHH, IUCTAIbHBII
MOYEYHO-TYOYJISAPHBIA alUJ03 C HCXOAOM B XPOHHMYECKYIO IMOYEYHYI0 HEJOCTaTOYHOCTb,
TpeOyIOIIYI0 TeMOAral3a /WM TpaHCIIaHTaluKu Toyek. Ha ¢oHe rumepiunuaeMun MOKeT
Pa3BUTHCS XPOHUYECKUM TTAHKPEATHT.

Takxke XapakTEpHbl HOCOBBIE KpPOBOTEUEHHS, OCTEONEHMs, OCTEONOpO3, CKIOHHOCTh K
nepesnoMaM. J[MarHOCTUPYIOT TemaToMerainio (pexe — ¢ MEeYEHOYHOH HEeI0CTaTOYHOCTHIO),
4acTO aJ€HOMAaTo3 NEYEHH, UMEIOIIUNA CKJIOHHOCTh K 3JIOKAUECTBEHHOMY MEPEPOKACHUIO
(remaToMa, TemaToOUEIUTIONSApHAs KapluuHoma). IledeHouHble aJ€HOMBI OTHOCSITCS K XOPOIIO
u3BecTHBIM ocnokHeHusM I'b 1 tuna. Passutne anenom nedyenu npu I'b Bo3MokHO B 1H0060M
BO3pacTe, OJJHAKO OOBIYHO OHU 00pPa3yIOTCS MEX]Y BTOPHIM U TPETbUM JAECATUIIETHEM KHU3HU C
gactoroil ot 16 1m0 75%, koTopas He 3aBUCUT OT Moja mnanueHToB. OHU MOTYT OBITh
€IUHUYHBIMM ¥ MHOXECTBEHHBIMH, HEPEAKO CKIOHHBI K O3JI0KadecTBiIeHn0. llepuon



MaJIMTHU3ALIMK OMYXOJM MOXET 3aHuMaTh A0 28 net. B moctnyOepraTHblil mepruoa Ha MepBbIi
IJIaH BBICTYIAET TUIEPYPUKEMHUS C €€ KIMHUYECKUMU OCJIOKHEHHUSIMU.

[Toueunble mopaxenuss mnpu [b |Tuna nposBiasiorcs  (PokaTbHO-CErMEHTApHBIM
[JIOMEPYJIOCKIEPO30M, CONPOBOXAAOIIMMCA IPOTEUHYpUEH UM JOCTaTOYHO YacTo —
CHI)KCHMEM MOYCYHbIX (DYHKUUN; OYEHb PEIKO — BTOPUYHBIM aMUJIOUWI030M AA-THHA C

OTJIOKCHHEM aMWIOHJIAa B TII€YEHH M T0YKAaX OMATh JK€ C pPa3BUTHEM IPOTCHHYPHUH;
TyOyJIIpHBIMU HapyIICHUSIMH MPOKCUMAJIbHOTO THUIA, HAIIOMUHAIOIMMHU CUHIApoM DaHKOHU;
HepponuTHazoM u HedpokampiuHO30M. IIpu rinukoreHoze | Tuma uIMTENBEHOE BpeMs
HaOmogaeTcss runepuabTpalus ¢ IoKa3aTelsiMH KinpeHca kpeatuHuHa >200 mu/mMmuH Ha
1,73 M%. Coxpansromasicsi TUNEepQUIbTpaIHs BEIET K «IIeperpy3ke» HeQpOHOB M, COTIACHO
Teopun bpeHHepa, MocienyieMy CKIepO3UPOBAHUIO IIIOMEPYN U uHTepcTulusa. Knunnuecku
3TO BBIPAXXKAETCSI B MUKPOATLOYMUHYPHH C TpaHchopMaIiei ee B HapacTarollyo MPOTeHHYPHUIO
U NapajuleIbHOM CHIDKEHHH CKOPOCTH KIIyOOUKOBOW (PUIBTpalMU BILIOTH 10 (POPMHUPOBAHUS
XPOHMYECKOH TIOYEYHOH HEIOCTaTOYHOCTH. Pa3BUTHIO 3THX W3MEHEHHH CII0COOCTBYET
HEa/IeKBAaTHBIA KOHTPOJb TNIMKEMHUH U IPYTrUX METa0OMUYecKHX HapylieHui. B Bo3pacte mocne
20 yret peHaNbHBIC TUCHYHKIIUU PA3TUIHON CTEIICHU HAOMIOAArOTCs moutd y 70% MamueHToB ¢
I'b I Tumna.

DaHKOHU-TIOIOOHBI CHHAPOM Pa3BUBACTCS PEIAKO, W HapylIeHHWEe (YHKIUH MPOKCHMAaIbHBIX
KaHaJbIIeB  MPOSBISETCS  TEHEpalM30BaHHOM  amuHoanuaypuei,  docdarypueit u
NPOKCUMAJIbHBIM THIIOM TTOYE€YHOTO KAaHAJIBIIEBOTO aI103a 3a CYEeT MOTepH OMKapOOHATOB C
MOuOil. MapkepoM MpOKCUMaIbHONU AUC(HYHKIMU CITY>KUT MOBBIIIEHHAS SKCKPELHs ¢ MO4oil -
MUKpOrjoOyianHa. XapakrepHas misi cuHapomMa DaHKOHM TIIOKO3ypUS OTCYTCTBYET, T.K.
YPOBEHb TIIOKO3bl B KPOBH M, COOTBETCTBEHHO, €€ (uibTpaius oyeHb HU3KU. Kak mpaBuio,
@DaHKOHU-TIOIOOHBI CHHIPOM pa3BHBACTCS Yy JETeH paHHEro BO3pacTa € HEIOCTATOYHO
s dexTuBHON MeTabonuyeckoil koppekmnuei. Hopmanuzaruss KOHIIEHTpAlMU — TIIIOKO3BI
JIOBOJIGHO OBICTPO TPHBOAUT K JIMKBUAAIUM TPU3HAKOB AUCHYHKIMH TPOKCHMAaIbHBIX
KaHaJbIIEB, UTO MOATBEPKIAET BTOPUYHBIN XapaKTep MOUYCYHBIX HAPYIICHUH.

Hedponutnaz u HedpokampluyuHO3 uyamie HaOmogaoT B Oosiee  cTapiieM BO3pacte.
[TposiBNEHUSMH 3TUX COCTOSHUN MOTYT OBITh IIOYEYHBIE KOJIUKHU C OTXOX/IEHUEM KOHKPEMEHTOB,
OOCTpYKIIHSI, TeMaTypHsi, ”HPEKINS MOYEBBIBOSIINX MTyTEH.

Y  HEKOTOpbIX OOJBHBIX pa3BMBAETCS JIETOYHAs THUIEPTEH3Ms, Nporpeccupyromas B
XPOHHYECKYIO CEepACYHYIO HEJIOCTATOYHOCTh M MIPUBOSAIIAS K CMEPTH B IOHOIIIECKOM BO3pacTe.
[TopaskeHre roJ0BHOTO MO3ra, BO3HHMKAIOIIEE, CKOpee BCETo, BCIEACTBUE MOBTOPHBIX TSKEINIBIX
THITOTJIMKEMHYECKUX aTaK, TAKKe MOXKET OBITh OOHapy)XEHO Y MAlMEHTOB C TIMKOTCHO30M
| Tuna. MHoraa y Takux JfeTel JUarHoCTUPYIOT U3MEHEHUs P MPOBEJCHUN TECTOB HA BBICIIYIO
HEPBHYIO JIETEILHOCTD M TIPU MCCIIEIOBAHUN BBI3BAaHHBIX CIIYXOBBIX IMMOTEHIIMANIOB. [Ipruem 3ti
HapyLIeHUs. B 3HAYUTENBHOM CTEMEHU KOPPEIUPYIOT € YAaCTOTOW TOCIUTAIM3ALUN MO MOBOILY
THIOTTIMKEMHYECKUX aTakK, TOTJa KaK BBIABICHHE AHOMAIU IpH dIIeKTpodHIedarorpapun
(O3I') HOTHOCTHIO COBMAAET ¢ HECOOIIOICHUEM AIUCHTOM JHETHI.

[Topaxenne wmbim npu ['b la Tunma (T.H. Merabonudeckass MuONaTHs) NPOTEKAET C
dbopMUPOBaHHEM MHOMATHYECKOTO CHHIpPOMa M HapymieHueM (yHKUUU MbIl. CHMITOMBI
00JIe3HH XapaKTEPU3YIOTCS HAIWYHEM BBIPQ)KCHHOW MBIIIEYHOW THUIIOTOHUHU C ITOCIEIYIOIIAM
HapacTaHueM cnabocTd ©  aTpouu MBI MPOKCUMANBHBIX OTIEIOB PYK W  HOT
(aMuoTpOUYECKUI CUMIITOMOKOMILIEKC).

JlabopaTopHbie N3MeHeHUs

B mnnasme nHaromak otmeuaetcs cHwkenue pH (mo 7,34 u Hmxke), runornuxemus (0,6—
3,0 mmonb/m), ToBblIeHWEe ~ KoHUeHTpauuu gaktata  (3,0-10,0 Mmmonb/n), TOBBIIICHHE
COJIEpXKaHUsI TPUTIIHIICPUIIOB («XUJIE3HAs» CBIBOPOTKA), OOIIEro XOJeCTepUHa, a TakKKe
JIITOHII, JIIHIIL, anomunonporenHoB B, C u E. Taxke oTMeudaeTcss THIEpypUKEMUS,
MTOBBIIICHNUE CBIBOPOTOYHBIX KOHIICHTpaIui alTaHMHAMUHOTpaHCc(epasb (AJIT),
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acrapTaTaMuHOTpaHc]epass (ACT), IETIOYHOM dhocdarasb (I1D), ramma-
riyramuitpancgepassl (ITT), nakratneruaporenassr (JIAT).

B Moue orTmeuaeTcs yBeIMUYEHHE COIEp)KAHUSA JIAKTaTa, 2-OKCOIIYyTapOBOM KHCIOTHI,
nukapOoHoBbIX KUCIOT (Cg-Clg), P2-MHKpOIIIOOy/IHMHA, CHIKCHHE KOHILEHTPALUH MOYCBOM
KHCJIOTBI.

[Tpy TECTOXMMUYECKOM HCCIIEIOBAaHUN TKAHU MEYEHH, TOTYISHHON MPH OMOTICUN — CHIDKEHHE
aKTUBHOCTH TJIIOK030-6-(pocdaTassl Kak B pa3pyLICHHbIX, TaK U B UHTAKTHBIX MHUKPOCOMax MpH
UCTIOJIb30BaHUH TITIOK030-6-(ocdaTa ninm nupodocdaTa B kKauecTBe cyocTpara.
['mcToxyumMuyeck B OMONTATax MBI BbIIBIAIOT HAKOMJIEHHWE IJIMKOT€HAa M OTCYTCTBUE
TIII0K030-6-ocdarasbr.

B HOpMme y 370poBBIX Jrofel HaOmronaeTcs pe3Koe YBEIMYEHHE KOHLEHTpAIMM TJIHOKO3bl B
KpPOBH IIpY BBEJCHUU IJIIOKAaroHa, aJipeHaJIMHA U YIJIEBOJOB, a COJIEp KaHME JIaKTaTa B KPOBU HE
u3Mensiercs. [Ipu I'b onHOoBpemMeHHOE ompeneneHne ypoBHEH IIIMKEMHMH M JIAKTaTEMHM IOCIe
Harpy30K TJIFOKO30M, TIFOKaroHOM M aJpeHATMHOM TO3BOJISIET MPOBOANTH MU(PepeHIHATHHYIO
JMArHOCTUKY MEXAY pa3IMYHbIMU TUIaMu 3Toi narojoruu. Tak, npu | tune I'b nocne npuema
TJIFOKO3BI TIPOMCXOJHUT CHI)KEHHE KOHILIEHTPAIMH JIaKTaTa B KPOBH, TIIMKEMUYECKas KpuBas
umeer 1uadeTonoo00Hy0 GopMy: BBICOKHM MUK NOJbEMA U CHUKEHUE JI0 UCXOJHOIO YPOBHS B
TE€4YeHue 2 .

[Tpu mpoBeaeHHH NPOObI C IIIIOKarOHOM YPOBEHb IIIOKO3bI HE MEHSETCS JIMOO MOBBIIIAETCS
HE3HAYUTENIbHO, TOIJa KAaK HCXOJHO MOBBILICHHBIH YpPOBEHb JIAKTaTa B KPOBHU IPOJOJIKACT
HapacTatk. [Ipoba ¢ agpeHannHOM Tak)Ke HE BbI3bIBAET TI'MIIEPIIIMKEMUYECKOTro 3(deKTa, HO
NPUBOAUT K TIOBBIIICHUIO KOHIEHTPAIMM JaKTaTta. B CBA3M C OSTUM YKa3aHHBIE TECTHI
HE00XO/MMO BBIIOJHATh C OCTOPOXKHOCTBIO M TOJBKO IPHU YJIOBIETBOPUTEIBHOM COCTOSIHUU
00JBHOTO.

HNHcTpyMeHTAILHBIE H3MEHEHHU s

ITpu Y3U y Bcex OONMBHBIX OTMEYAETCsl 3HAUMTENIbHOE yBEJIMYEHHE OOeuX J0Jel meueHu, B
ocobeHHOCTH JeBOM. [lapeHxMMa Ie4eHH THIEepPIXOreHHa, CTPYKTypa €€ XapaKTepusyercs
Tuhdy3HON HEOAHOPOJHOCTHIO 32 CUET MHOXKECTBEHHBIX MEJKMX TMIIEPIXOTE€HHBIX
HXOCHUTHAJIOB C PAaBHOMEPHBIM pacHpe/esieHHeM 10 BceMy o0beMy mapeHxumbl. OTMmedaercs
TaKke ocialJeHHe MPOXOXKIEHHUS YIbTpa3ByKa B BUJE CHIKEHUS UYETKOCTH H300pa’keHus
JIMCTATBHBIX Y4YacTKOB mMapeHxuMmbl oT 1/4 no 1/2 mo riybuHe opraHa. Dta OCOOEHHOCTbH
sxorpaduyeckoil kKapTuHbl 00bIYHO Hambosee BeipaskeHa npu | Tune I'b no cpasuenuto c 111, VI,
IX Tunom. OAHOBPEMEHHO HMEEeT MeCTO OO€IHEHHWE COCYJUCTOT0 pHUCYHKAa IE€YEHHU:
BU3YAITU3UPYIOTCS €IWHUYHBIC, TOHKHE, TOPU30HTAIBHO HAIpPaBJICHHBIC MEYCHOYHBIC BEHBI C
POBHBIM KOHTYpPOM; MPAaKTUYECKU OTCYTCTBYET PHCYHOK MEJKHUX BETBEH BOpPOTHOW BeHbl. B
PENKHX ClydasiX BH3yaJH3HPYIOTCS aAJCHOMBI TeYeHU (CIUHUYHBIE WM MHOXKECTBEHHBIE),
OTJIMYAIOIINECS CTPYKTYPHBIM Pa3HOOOpPa3UeM — TUI0IXOTE€HHbIE C THIIEPIXOTe€HHBIM 000KOM
WIM TUIIEPIXOTE€HHBIE C aHAXOTeHHBIM 000/1KOM. MHOrna otmedaercss HEOOJBIIOE YBEIMUEHUE
pa3MepoB CeNe3eHKH 0e3 U3MEHEHUH ee MapeHXUMBI U COCYIUCTOrO PUCYHKA.

OnpenensitoT pa3inyHble aHOMAJIUU (HOPMBI KETUHOTO My3bIps (4alie — mneperuObl B o0nactu
JIHa), YBEMUYEHHUE €ro pa3MepoB, HapyLICHHE COKPATUTEIbHOW (YHKLUH, YTOJIICHUE CTEHOK.
Busyanusupyercs nuddysnoe yBennueHue noapkenyJ0uHON Kele3bl, MapeHXrMa ee THIO0- WK
TUIIEPIXOreHHa, HHOT]a HEOTHOPOTHA.

OtMmeuaercst yBelIMUEHUE Pa3MEPOB MOYEK, YTONIEHUE TAPEHXUMBI U MOBBIIIEHHE 3XOT€HHOCTU
KOpkoBoro ciosi. CobupatenbHas cuctema nodek 6e3 ocodeHHocTe.
IaTosoro-mopdgosiornuyeckue M3MeHeHUst

MakpocKkonu4yeckl Ie4YeHb yBeauueHa B 3—4 pa3a, ¢ HaNpsDKEHHOW TJaJKod Karcylol u
IUIOTHBIM 3aKpYIJIeHHBIM KpaeM. Ha pa3pese TkaHb NeueHu IUI0THAs, MECTaMH XPYIKasi, CBETJIO-
KPacHOTO IIBETa C KEJIThIM OTTEHKOM, CJIeTKa MeCTpasi, C IOAUYEPKHYTHIM PHCYHKOM JI0JICK, 1aeT
PE3KOIMOJIOKUTENIBHYIO BOAHO-HOAHYI0 Tpo0y. CoaeprkaHue IIMKOreHa B MEUYEHU YBEIMUYEHO B
3-6 pas.
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Oco0eHHOCThIO MOP(OJIOTHUECKOM KapTHHBI TEYEHW TPH TIMKOTEHOBOW Oojyie3Hu la Twuma
SBIIIETCS. TUIWYHOE W3MEHEHHE TEMaTOIMTOB: OHU HMMEIOT BHJ[ «PACTUTEIBHBIX» KIIETOK,
IPaHULBI MX YETKUE, MMEIOT IITAMIIOBAaHHBIM BHJ, ONTHYECKU IMYCTYIO LMTOIUIa3My, YacTo
BaKyOJIM3UPOBAHHOE UM CMelleHHOe K mnepudepun sapo. B mmrommasme remnaTonuToB
HaO01aeTcsl MIbIOYaTOE pacipe/ielieHHe TIUKOreHa, YacTO CKAaIUIMBAIOUIErocsl B OONBIINX
KOJIMYECTBAX. [ JIMKOTEH BBIABISICTCS HEPEIKO M B BAaKYOJU3UPOBAHHBIX SAPAX TEMATOIMTOB.
Hapsiny ¢ aTum oTMmeuaeTcst BblpaxeHHasi 0eKoBas (BILUIOTH 0 BaKyOJIbHOM), @ TaKkKe MEJKO- U
KpyIHOKAIeIbHas JKUPOBasi IUCTPO(US TEemaTolUTOB C HX HEKPOOMO30M W HEKPO30M.
PeTukynuHOBbIE W KOJUIAr€HOBBIC BOJIOKHA, pa3pacraschb Ha MecTe TUOeNHu TenaTolUTOB,
00pa3yroT orpaHu4eHHbIC (UOPO3HBIE OYAXKKH B JOJIbKAX; HAOIOMACTCS «KAMUJUISPU3ALINSY
CHUHYCOMJIOB C IOCJIeayIolIeld obnuTepanreid ux npocsera. BocnanuTenbHble U3MEHEHUsT 00
OTCYTCTBYIOT, JHOO OTMEYAaeTCs HE3HAUUTENIbHAs, MPEHMYIIECTBEHHO MOHOHYKIICapHAs
MHOUIBTPAUS TOPTAIBHBIX TPAKTOB, UX (UOPO3UpPOBAHUE C pa3pacTaHUEM COETUHUTEIILHOM
TKaHHU W BHEJPEHUEM CENT B MAPCHXUMY OpraHa, 4To BEJEeT K NMePeCTPOHKe ero apXUTCKTOHUKH.
Bo3moxxHO pa3BuTHe IUppo3a ¢ GOPMUPOBAHUEM WIOKHBIX) MEUYEHOUYHBIX J0JICK.

[Toukn yBenuyeHsl B pa3mepax, HaOyxmme, ¢ OJIeHO-pPO30BOM TIIaJKOW MOBEPXHOCTHIO, HA
pa3pe3e TKaHb IMOYEK IUIOTHAS, CBETJIO-KPACHOTO IIBETAa C JKEJITHIM OTTEHKOM W CMa3aHHBIM
PUCYHKOM, OIPEIEISICTCS IIMPOKasi KOPKOBasi 30HAa. Bec MOYKM MpeBbIIIaeT HOPMY MTPUMEPHO B
2 pasza.

MoJiekyJsipHasi THATHOCTHKA

Pa3paboran Meron MOJEKYyNISPHO-TEHETUYECKOW JMarHOCTUKU 3abojeBaHus. BrisiBiaeHo 5
HanOosee vacThix mytanuii rera G6PC: Q374X, R83C, D83V, G188R u 158Cdel. Bo3morxHo
MIPOBEJICHHE MOJTHOTO CEKBEHUPOBAHUS I'eHA.

Ipopuiakruka

[IpenaranpHas JUArHOCTHKA BO3MOXKHA IyTE€M HCCIelOBaHUs OuonTara meyeHW Iwioja (Ha
cpoke 18-22 nen) merogamu SH3UMOMarHocTuku u Metonamu JIHK-anamu3a.

I'iukorenosast 6oJ1e30b |b THIA

Onpenesenune

['mukoreHoBass 6ozie3np Ib Tuma — ayTOCOMHO-peliecCMBHOE 3a00jeBaHUE, BBI3BIBAEMOE
JTeUITUTOM MHKPOCOMAIFHOTO TpaHCTOPTHOTO Oenka Ti (TpaHCIIoKassl TI0K030-6-hocdaTasbn)
U aCCOLMMPOBAHHOE C M30BITOYHBIM HAKOIUIEHHEM TJIMKOT€Ha HOPMAJIbHOM CTPYKTYpHl B
NIEYEHH, TOYKAX U CIIM3UCTON 000JOYKE KUIIEYHUKA.

ITHOoN0THSA

[Mpuunnoii Bo3HukHOBeHHs ['b Ib Tuma sBusrorcs myramum reHa SLC17A4, xomupyromiero
MHKPOCOMAJbHBIN TpaHCOpPTHBIA Oenok Tp; (TpaHcimoka3dy rirok030-6-¢ocdarasbr), dTo
MPUBOJIUT K €€ HEJTOCTATOYHOCTH B MEYEHH, ITOYKAX, CIM3UCTON 000JI0UKE KUIIICYHHKA.
I'enernka

[ennspiit okyc I'b Ib cootBerctByer 11023.3. OH comepHUT 9 9K30HOB M 3aHMMAeET OT 4 10
5,3 kb renomuoii JIHK.

INUIeMHOJIOT U

I'b Ib Tuna Bcrpevaercs npumepHo y 20% narnueHToB BceX 0OJIbHBIX TITUKOT€HO30M THIIA .
IIaTorenes

PacnonoxeHne akTUBHOTO IEHTpa TI0OK030-6-(hocdarazel B mpocBere DIIP oOycrmoBnuBaer
HEOOXOIMMOCTh TPAHCIIOPTHPOBKU BCEX CYOCTPAaTOB W MPOIYKTOB PEAKIUH, KaTallU3UPYyeMOi
depmentom, uepe3 wmemOpany OIIP. Henocrarounocts OGenka Tp compoBoxkaaercs
HEIOCTaTOYHOCTBIO TITFOK030-6-(ocdarazpr. Crierudrueckum npusHakoM I'b Ib Tuma sBisiercs
HEUTporeHUst W yXynauleHne (QyHKUMU HedTpoduioB. Y Takux OOJIBHBIX HapylleHa Kak
JIBUTaTeNIbHAs CIIOCOOHOCTh HEUTPO(PUIIOB, TaK U UX aKTUBHOCTH IIPH PECIIUPATOPHOM B3pBIBE.
Kpome Toro, 3TH naTtosiorn4eckue u3MEeHEHHsI MOTYT ObITh CBSI3aHBI C HAPYIICHUEM TPaHCIIOPTa
IJIIOKO3bI 4epe3 MeMOpaHy NOJIMMOPGHOAACPHBIX JIeHKOIUTOB. COMNIaCHO CyHIECTBYIOIIUM
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MPEANOIOKEHUSIM, MHUKPOCOMAIBHBIN TPAHCIOPT TIIIOK030-6-GocdaTa UrpaeT ompeneneHHYIO
pOJb B AHTHOKCHIAHTHOM 3alMTe HEHUTPO(UIOB, a TeHETHYecKas IOJIOMKAa TPaHCIIOKa3bl
IIII0K030-6-(ocdaTassl BeAET K HAPYIIEHUIO KJIETOYHBIX (YHKIUH, B YACTHOCTH, alloNTOo3a, YTO
MOXET CIY)KUTh OOBSICHEHHEM HEUTPO(UITbHON TUCPYHKIIMU Y OOJIBHBIX C TITUKOreH030M ID.
Kinununyeckasi kKapTuHa

Knuandecknii peHOTHIT TpakTHUeCKH HEe OTiau4mM oT TakoBoro npu ['b la tuma. Hapsmy c
KJIMHUYECKMMH CUMIITOMAMU U JIAOOPAaTOPHBIMU U3MEHEHUSAMH, UMEIOIIUMUCS NPU TIIMKOI'€HO3€
la, xapakTepHbIMH TIpU3HAKaMU TJIMKOreHO3a ID sBIsIOTCS TsDKENble  pelHIUBHPYIOIIUE
UHQEKIMM U BOCHAJIUTEIbHbIE 3a00JieBaHMs KMIIEYHUKA, 4YTO CBS3aHO C HaJU4YHUeM
HEUTporieHMH W JTUCHYHKUMU HEUTpouioB. B oTimyme oT reHa IioKo30-6-¢pocdarazsl
9KCIPECCHsI TeHa TPaHCI0Ka3bl MNII0K030-6-hochaTasbl IPOUCXOAUT HE TOJIBKO B II€YEHHU, HO U B
TFeMOMOATHYECKUX  KIIETKAX-MPEJIIECTBEHHUKAX, YTO MOXET CIYXUTh OOBSICHEHHEM
BO3HUKHOBEHUS HEUTponeHUM U dYacThlX HHGpexkuuid. OAHAKO y OINpeNeNeHHOW TIpyIIbl
NAlMEHTOB C MIMKOTeHO30M D HelTporneHuio He 0OHApYKHMBAKOT, YTO, BO3MOXKHO, CBSI3aHO C
MyTalHel TpaHCIIOKa3bl INII0K030-6-pocdaTassl ¢ pe3uayalbHON TPaHCIOPTHOM aKTUBHOCTBIO.
Kak yxe ObUIO OTMEYEHO, XapaKTepHas OCOOCHHOCTh OOJBHBIX IMKOreHO30M Ib — BbICOKas
4acToTa pA3BUTUSl BOCHAIUTEIBHBIX 3a00JICBAHUI KHIICYHUKA (KPOHOIOJOOHOTO KOJIUTA).
Cpenu COMYyTCTBYIOIIMX CHUMIITOMOB BCTPEUYAIOTCS: JIMXOPAJKa, AWapes, MepHopalbHbIE U
nepuaHaibHble U3bs3BICHUA. OJHAKO HUKAKOH KOPPEISILMU MEXIY TSKECTbIO OCHOBHOTO
3a00JIeBaHUs M KHILIEYHBIMA CHMIITOMaMHU He 3adukcupoBaHO. Takke HE yCTAaHOBJICHO CBSI3H
MEXJy TEHOTHUIIOM W HAJIW4YHMEeM HEUTPONEHUH, OaKTepHaIbHbIX MH(MEKUHUH U CUCTEMHBIX
OCJIO)KHEHHH Y MAI[MeHTOB C TIHKoreHe3oM Ib.

Tspxenble MHOEKLIMOHHBIE OCTIOXKHEHNS y JaHHBIX NAIIMEHTOB CBA3aHbI KaK C HEUTPONEeHuel, Tak
U ¢ (pyHKIMOHAIBHBIMU JeQEeKTaMU MOJUMOPPHOAICPHBIX HEUTPO(MUIOB W MOHOIUTOB. Y
nereii pannero Bo3pacta ¢ I'b Ib moryt Hab1r0qaThCS YacThie OTUTHI, THHTUBHUTHL H QYPYHKYIIE3.
Tak >xe, Kak u mpH TIMKoreHo3e la, mamueHnTsl ¢ TumoM Ib MOryT cTpamaTe HMepHOIMUECKON
nuapeeil. OCHOBHOM NMPUUMHON HApyLIEHHs CTyJa SBISETCS BOCHAIEHUE CIM3UCTON 000JI0YKU
KHAIIEYHNKA, YTO MOATBEPIKAAETCS TIOBBIMICHHEM SKCKPEIMH 0l1-aHTUTPUIICHHA ¢ (DeKaTusIMUA U
HAJIMYMEM TUCTOJIOIMYECKHX MPU3HAKOB KOJIMTA.

JIOBOJIBHO peaKo y OOJIbHBIX TIMKOreHo30M Ib Moxer pa3BuBaThcs TepMUHATIbHAS MOYCHHAS
HE/I0CTaTOYHOCTh, M B 3TUX CIy4asx HEoOXOoJMMa TpaHCIUIAHTAIMs NMO4yku. B naHHOMN rpymme
MAIMEHTOB TOBBIIIEHA YacTOTa BCTPEYa€MOCTH AyTOMMMYHHBIX TOPKCHUH IIMUTOBUIHOMN
JKene3bl M TUIOTHPEO3a, IpU 3TOM [yl OOJIBHBIX TIIMKOT€HO30M la maTonorus LIUMTOBUAHOM
JKene3bl HexapakTepHa. Brpouem, THNOTETHYECKH, OCHOBBIBasCh Ha OMNHCaHHOM (akrte
HE3HAYUTEJILHOTO MOBBIIIEHUS! CBIBOPOTOYHON KOHIIEHTPALUU TUPEOTPOITHOIO FTOPMOHA, AaXe Yy
NAIMEHTOB C SBHBIM THIIOTHPEO30M MOYKHO TIPEAIOJIOKUTh BOSHUKHOBEHUE COITYTCTBYIOMIETO
MOpa)kKeHUs Ha TUIIOTAIaMO-TUIIO(U3apHOM YPOBHE.

JlaGopaTopHble U3MEHEHM I

JlaGopaTopHble U3MEHEHUsI COOTBETCTBYIOT TakoBbIM Ipu I'b Ia Tuna. Kpome Toro, otmeuaercs
abcomorHas HedTporenusi: menee 1000 kimetok/mi, B HEWTpodmMIaX CHIDKEHa CKOPOCTBH
TPAHCIOPTA JE30KCUTIIFOKO3BI.

[Tpy THCTOXUMHUYECKOM HCCIICIOBAaHUH TKAHU TICUYCHH, TTOTYYCHHOU NP OMOIICHH, aKTHBHOCTD
III0K030-6-ocdaTa3sl CHUKEHA B HMHTAKTHBIX MHMKpPOCOMax, HO B HOPME B DPa3pyLIEHHbBIX
MHUKpOCOMaxX IIPH HCIIOJIb30BAHUH TIIIOK030-6-pochara B kadecTBe cyOcTpara; aKTHBHOCTH
IIII0K030-6-(ocdaTa3sl HopMallbHas KaK B pa3pylIeHHBIX, TaK U B UHTAKTHBIX MUKPOCOMAaX MpU
HCIOJIb30BaHNU Npodocdara B kKauecTBe cyOCcTpaTa; IIIMKOTeH MOBBILIEH B 3 1 OoJiee pas.
HNHcTpyMeHTAILHBbIE H3MEHEHHU S

[TaTomornyeckne W3MEHEHHWs MPH TMPOBEACHUU WHCTPYMEHTAIBHBIX METOJOB HCCIICOBAHHS
COOTBETCTBYIOT TakOBbIM I1pu I'b Ia Tuna.

IIaTosioro-mopdosiornyeckue u3MeHeHUust

[Tatonoro-moponornueckue N3MEHEHUsI COOTBETCTBYIOT TakoBbIM Iipu ['b Ia Tuma.
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MousekyasipHasi AMArHOCTHKA

[Ipr MONEKyIAPHO-TEHETHUECKOW JMArHOCTUKE OMpPENENsIoT yacTble MyTtanuu B reHe GO6PT
(IVS7+1G—T, W118R). Bo3M0XHO MOJIHOE CEKBEHUPOBAHKE T'€HA.

Ipopuiakruka

[IpenaranbpHasi TMarHOCTHKA HE OMHUCAHA.

I'nukorenoBas 6oJie3ub Ic, Id Tuna

Mytanuu B TreHaxX TJIOKO030-6-bocdartazel W TpaHCHOPTa3bl — TIIHOK030-6-(hocdaTassl
OTBETCTBEHHBI 32 OOJILIIMHCTBO, €CJIM HE 32 BCE, TUIIMYHBIE clly4dan rimkorenosa |. Taxxe Obi10
YCTaHOBJICHO, YTO Ha IMPAaKTHUKE CYIIECTBYEeT TOJbKO 2 moaruma rimkoreHosa | (la u 1b), a
Hasnnuue octabHbIX Gopm (IC u 1d) erre TONBKO NPEACTOUT J0KA3ATh.

Cunraercs, YTO THUI TJIMKOTeHo3a Ic BO3HMKAaeT B pe3yiabTare HEAOCTATOYHOCTH
MHUKPOCOMAJIBHOTO TPAaHCIOPTHOTO Oejka To, OJJHAKO 3Ta TMIIOTE3a /10 HACTOSILEr0 BPEMEHU He
MOJITBEPKJICHA BBHJIY MAJIOTO YMCIIa HAOIOICHUH.

To >xe KacaeTcsi ¥ MPEINOJIOKESHHUS O CYILIECTBOBAHUY moaTHIIa Id, BBI3BaHHOTO MyTaIMsSIMHU IeHa
MUKpocomanbHOoro mnepeHocunka ¢ocdara (NPT4). Ilpu s3TOoM posib HETOCTATOYHOCTH
TpaHcnoptHoro Oenka Ts (mepeHocumka rmoko3sl GLUT7) B kauecTBE ATHOJIOTMYECKOIO
(bakTopa 3Tol (hopMbI 3a00JIEBaHUS TAKIKE OMPOBEPTHYTA.

I'muxorenoBasi 6oJsie3ub |l TMma (cuHoHumbl: Gosie3Hb Kopu, 0os1e3HBL
dopbca, TUMHUTAEKCTPUHO3, AePUUMT aMMI0-1, 6-III0OK03UAa3bI, JAeUIUT
IJINKOTeH-IeBeTBsIero gepMeHTa «1edpandepar).

Omnpenesenune
['mukorenoBass Oones3np |ll Tuma — ayrocomHoO-perieccuBHOe 3a0o0lieBaHUE, BBI3BIBAEMOE
JTeUITUTOM TIIMKOTEH-IEBETBAIIETO (DepMeHTa, MPEACTaBICHHOTO0 aMIIo-1, 6-TIIFOKO3UIa301 U
4-g-rirokaHoTpaHCcepa3oi, M acCOLUMUPOBAHHOE C HAKOIUIEHHMEM TIJIMKOT€Ha aHOMAaJbHOMN
CTPYKTYPBI ¢ KOPOTKMMH OOKOBBIMHU BETBSIMH B TICUEHH W/MJIH MBIIIIAX.
B 3aBucMMOCTM OT aKTHUBHOCTH KaTaIUTUYECKUX €IMHUI U JOKaJIM3aluu AePUIMTHOTO
dbepmenTa, BeinensitoT 4 noaruna I'b 11 tuma: 11la, I1Ib, Illc u IIId.
JTHOoN0THSA
[Mprunaoii Bo3umkHOBeHHWst ['b Il Tuma sBnstorcs myrammm rema AGL, komupyromiero
[JIMKOT€H-/IeBETBAIINN (epMEeHT, KOTOPbIH MpecTaBiseT coboil 00bII0i MOHOMEpPHBINH OEIoK
C MOJICKYJsipHOH Maccod mpuOimsurenbHo 160 kJI U mMmeer 2 KaTaTUTHUYECKUX CTUHUIIBL:
amuio-1, 6-rmoko3ugasy U 4-o-TaroKaHoTpaHcepasy, CrocoOHble  (DYHKIIMOHHPOBATh
HE3aBUCHUMO JIpyr OT Jpyra, OJHAKO JUIsi HOPMAaJbHOTO JEHCTBHUS JI€BETBALIETO (epMeHTa
Heo0Xo/uMa aKTMBHOCTh 00€uX KaTaluTH4ecKux enuHuil. [lonamnsroniee OOJIBIIMHCTBO
O0JBLHBIX UMEIOT JIe(DULIUT 3TOr0 IH3UMA KaK B MEeUeHH, Tak U B Mbimnax (noarun ll1a), onnako
npuMepHo y 15% mnarmmeHTOoB OH oTMeuaercss Toinbko B medeHu (moxarum 111b). Hamuuwme
YKa3aHHBIX MOJTHUIIOB OOBSICHSETCS pa3IU4YHON SKcIpeccuei ¢epMeHTa B TKaHAX. B peakux
Cllyyasix CEJIEKTHBHOE CHW)KEHHE AaKTHBHOCTU JIMOO amuio-1, 6-rmoko3uaassl, nu6o 4-o-
riIokaHoTpancdepassl IpUBOAUT K pa3Butuio moatumos I1¢ u 111d Gonesnu, cooTBETCTBEHHO.
I'enernka
['ennswiit okyc I'B Il Tuma coorBerctByeT 1p21.2. OH comepxuT 35 HK30HOB, 3aHUMAFOIIUX
85 kb renomnuoii JTHK.
INUIEMHOJIOT U
[MTaruenTst ¢ I'B 1l Tuna coctaBnsroT npubnusutensHo 24% OT BceX OOJIBHBIX TITHKOTEHO3aMHU.
Camas Bbicokas yactota Bcrpedaemoct (1:3600) I'b III Tuma (moarun Illa) 3adukcupoBana
cpeau Hacenenust ®dapoiickux octpoBoB (CeBepHas ATIaHTHKA), YTO CBA3aHO ¢ 3P PeKToM
ocHoBatens. CooTBeTcTBYIOMIast Hecymas yactora — 1:30.
HoBonbHo wacto III Tum ['B BcTpeuaercs B THOMyISAIMH ceBepoappUKAHCKUX €BpPEEB B
Nzpanne — 1:5400. [Tpu sTom Hecymas yactora coctaniseT 1:35.
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Pacnipoctpanennocts martosioru B EBpome cocraBmser mpumepHo 1:83 000 kuBBIX
HOBOPOXXJEHHBIX, B cTpaHax CeBepHoil Amepuku — 1:100 000 kHMBBIX HOBOPOXAEHHBIX. B
CHIA I'b Il Tuna Becrpewaercs ¢ yacrotoit 1:100 000.

IIaTorenes

Amuno-1, 6-rmoko3ugaza  ydactByeT B MeTaOoJiM3Me TJMKOreHa B TOUYKAaX BETBIICHUS
TJIMKOTEHOBOTO  «IepeBa». DepMeHT sBisercs OU(YHKIMOHAIBHBIM, C OJIHOW CTOPOHBI
IpeBpalas JUMHUT-IEKCTPUH B TJIMKOI'€H C HApyKHbIMU LEMSIMU HOPMAJIbHOW JUIMHBI U, C
JIPYTrod, OCBOOOXMAas TIIOKO3Yy ITyTeM THIpoiu3a o-1, 6-TIoKo3uaHON cBsi3u. Myrarus
dbepMeHTa COMpPOBOXKIACTCS HAPYIICHHEM BBICOKOCTIEHH(PHUUECKOTO Mpoliecca MNIMKOTeHOIU3a,
NPUBO/IA K HAKOIUICHUIO B TKAHsX (TI€YSHb, MBIIIIIBI) MOJIEKYJI TJIMKOT€HA aHOMAJIbHON (hOPMBI €
YKOPOUEHHBIMU HApPYKHBIMH LEISMH, KOTOPBIM OKa3blBA€T LUTOTOKCHYECKOE JICHCTBHUE,
OpuBOAs K  JUCOYHKIMM COOTBETCTBYIOUIMX OpPraHoB. MexaHu3Mbl — (OpMHUPOBaHUS
TUIIOTJIMKEMUH U JIAKTaTalua03a CXoAHb! ¢ TakoBbIMU ITpH I'b I Thma.

Kiannuyeckasi kapTuHa

Knunuuecku Oome3Hb MpOSBISETCS B NEPUOAEC HOBOPOXKICHHOCTH WM pPaHHEM JIETCTBE U
XapaKTepPU3yeTcs TenaTOMETAINE, TUIOTJIMKEMUEH, UCIUIUIAEMUACH, TUIIOCTATYypOll W B
HEKOTOPBIX CIydasiX — HEOONBIINM OTCTaBaHHMEM B YMCTBEHHOM pa3BUTHH. CHMITOMBI
MOpPaXEHUsI MYCKYJIaTypbl MOTYT OOHApyKUThCS BMECTE€ C HapylleHHEM (PYHKIIMOHAIBHOIO
COCTOSIHMSI TICYEHH WJIA YEepPe3 J0JT0e BpeMs MOCIIE UCUE3HOBEHUS IEYEHOUYHBIX CUMIITOMOB, WU
e I0cJIe KyNMpPOBaHUS IMOCIEIHUX B JIeTCTBE. B HEOObIION rpyle ManueHTOB MbIIIEYHbIE
CUMITOMBI JUAarHOCTUPOBAJIM TOJBKO BO B3POCIOM COCTOSHUM B OTCYTCTBHHM HH(OpMamuu O
KaKUX-TH00 M3MEHEHHUSX TEUSHH B JCTCTBE W Mocienyromeil sxu3au. OObIYHO BBIPaKEHHOCTh
CUMIITOMATUKHN TMOPAKEHUS TIEYEHH YMEHBIIAETCS C BO3PACTOM U MOJHOCTBIO OTCYTCTBYET B
nocrtnyoeprare. KpaiiHe peiko HMeeT MECTO IPOrPECCUPYIOLIEE MOPAXKEHUE NIEYEHU BIUIOTH JI0
oyMppo3a M TeNaToUEUIIOJISIPHOM KapUMHOMBI. MeaIeHHONpOrpeccupyromas — MblIeYHast
c1aboCTh, HE3HAYUTENIbHAs B JIETCKOM BO3pAcTe, 3a4acTyl0 BBIXOJUT Ha NEpPBBIA IUIaH Yy
B3pOCIIbIX, OONBbHBIX TNIMKOreHo3oM llla, HapactaeT rUmOTpodus MBI JUCTATBHBIX OTACIOB
koHeuyHocTel. Taxke y OoJIbIIMHCTBA MAlUEHTOB ¢ TiaukoreHozom llla B pasHoil crenenu
MOPaXKAKTCsl OpraHbl CEPAEYHO-COCYAUCTOM cucTteMbl — 0T OKI'-pHU3HAKOB XKelyI04YKOBOM
runeprpoduu A0 BBIPAXKEHHOM KapJuOMeraliuu. Y TaKUX IallMeHTOB MOTYT HMETb MECTO
aHOMAJINU JIMIEBOTO CKeseTa (BIaBJIeHHAas IEPEHOCHIA U IIMPOKHUHA B3JIEPHYTHIH KOHUMK HOCA,
c1aboOBBIpAKEHHBIE CKAaThl HOCA, JAYrooOpa3HbIi POT C TOHKOW KpacHOW KaliMo#l, a Takxke
rJ1yOOKO MOcakeHHbIE IJ1a3a). Y O0NbHbIX riukoreHo3oM Il Tuma BcTpedaroTcss XpoHHUYECKHUE
OTUTHI WK pelUIMBUpYIOIIne cuHYcuThl. Hekoropelie OonbHbIe ¢ raukoreno3om |l monagator B
IPYNIly BBICOKOIO pPHCKa Pa3BUTHsI OCTEONOpPO3a, YTO, B CBOK OYEPEIb, MOXKET SABIATHCS
CJIEICTBUEM JIaKTaTallM03a U TUIIOrOHAA13Ma.

[Topaxenne wmpim npu [b Il tunma (T.H. MeraGonmuyeckas MHOMATHS) MPOSBISETCS
reHepaIu30BaHHON TMIOTOHMENW MBIIII C MOCIEIYIOMHUM (OPMUPOBAHUEM aMHOTPOPHUUECKOTO
CUMIITOMOKOMIIJIEKCA B CKEJIETHOM MYCKyJaType, CONpPOBOXIAIOUIMMCS OBICTPBIM yracaHHeM
CYXOXKUJIBHBIX U NEPUOCTANBHBIX pediekcoB. OCOOEHHOCTBIO CHHAPOMA MOPAKEHUS MBIIIIILL IPU
JTAHHOM 3a00JIeBaHUU SBISIETCS COYETAaHHME 3TUX M3MEHEHUH C OrpaHWYeHUEM MOJBMKHOCTU
MO3BOHOYHHMKA, HANOMHUHAIOIMIMM [0 KJIMHUYECKUM  TPOSBICHUSIM  aHKHIJIO3UPYIOLIUI
conaunoapTpo3 (Oone3sns bextepera). OaHako, B OTIMYME OT HEro, PEHTTCHOJIOTHYECKHE
MpU3HAKKU JTOTO 3abosneBanus npu mmkorenoze Il Tuma orcyrcTByror. Hapacranue
JIBUTATENIbHBIX paccTpOMCTB MesieHHOe. OOBIYHO OOJIbHBIE JOXKHUBAIOT JI0 3PEJIOr0 BO3pACTa.
[Topaxenue nouek npu I'b 11l Tuna nposiBisieTcst peHaJIbHBIM TYOYJISIPHBIM alllI030M.
JlabopaTopHbie N3MeHeHUs

B  ceBopoTke KpoBM  yXke€ B  paHHEM  BO3pacTe€  OTMEYAeTCsl  TUIOTJIMKEMUS,
TUTIEPXOJIECTEPUHEMHUS], TUTIEPTPUTITUIIEPUIEMHUSI, KETOALU 103 (TIPU TOJOJAHUH), JIAKTATAIIUI03,
3HauuTenpHoe moBblieHue conaepxkanuss ACT, AJIT, JIAI' u [P, koHIEHTpauuu KOTOPHIX
MOTYT CHHXXAThCSl K IyOepTaTHOMY IEPHOAY BMECTE C YMEHBIICHHEM pa3MEpoB IEUYeHU. Y
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MAlEHTOB C BOBJICYEHHEM B MATOJOTMYECKUMU MPOLECC MBI YacTO JIUAarHOCTUPYIOT
MOBBIIICHUE CBIBOPOTOYHOU KOHIIeHTpauuu KOK B nnokoe. Tem He MeHee, HOpMaJIbHBIN YPOBEHb
KpEaTHHKUHA3bl HE UCKIIIOYAET HaJIN4Ms HopaxeHue MpieyHoi cuctemsl npu ['b 111 Tuna.
[Tocne Harpy3ku TIIOKO30H OTMEUYaeTCsl THIEPIIIMKEMHs], caxapHas KpHuBas IByropOas WiIu
MHOroropOasi, MCXOJHBIII YpOBEHb JlakTaTa B KpOBU HapacrtaeT. [Ipoba ¢ IIOKaroHom
aJpCHAJIMHOM TI0CJI€ HOYHOIO TOJIOJIaHUS HE HOPMAJIM3YeT YPOBEHb TJIIOKO3bl U HE MOBBIIIACT
ypoBeHb JakTata. B ciydae mnpoBeaenuss mnpoObl uepe3 2—4 9 mocie mnpuema OoraToi
YTJIEBOJIaMU THUIIY YPOBEHB IIFOKO3bI BO3PACTAET.

['McToXUMHUYECKH B MBIIIIAX OOJBHBIX — OTCYTCTBHE aMuUi0-1, 6-rMKo3uAa3sl U HAKOIUJICHHE
rimkoreHa. [Ipy rucToIorn4eckoM UCCIIeIOBAaHNH OTMEYAIOT SIBIICHUS TUCTPO(DUH MBIIIILI.
HNHcTpyMeHTAIbHbIC H3MEHECHUS

[Tpu Y3U u3zmenenus cxoansl ¢ TakobiMu Ipu I'b I Tuma, oqHako MMEIOTCS JaHHbIE O MEHbILIEN
BBIPQXEHHOCTH TeMaTOMETaINU U 6oJjiee c1aboM MOMIOMIEHUN YAbTPa3BYyKa.
Mopdoaornyeckne U3MeHEHUs

Mopdonoruueckue U3MEHEHHs TEYEHU B 1IEJIOM CXOAHBI ¢ TakoBbiMH mipu I'b I tuma, ognako
BBIpO)KEHHAsT OENKoBas AUCTPOQUsS KIETOK Mpeodnanaer Hax KUpoBod. OOBIYUHO HMeeTcs
NEPUNIOPTATBLHBIA W/WIH CeNTaNbHBIN (GUOPO3, @ UHOTIAa M1 MUKPOHOIYJISPHBIA UPPO3 MEUEHH,
YTO, BO3MOJKHO, CBSI3aHO C HAaKOIUIEHHEM aHOMAaJIbHOTO KOPOTKOIIETIOUEYHOTO TITUKOTeHa.
MonekyasipHasi AMarHOCTHKA

Pazpaborana MonekyIsIpHO-T€HETHYECKAsl IUArHOCTUKA OMPEEICHHUS] YaCThIX MYTalluii B TeHe
AGL, npu He0OXOJUMOCTH IPOBOST MOJIHOE CEKBEHUPOBAHUE I'eHA.

Ipopuiakruka

[IpenaranpHas AUAarHOCTUKa BO3MOXKHA IIyTeM OINpeAeNeHUs aKTUBHOCTH amuio-1, 6-
TJIFOKO3Ua3bl B KYJbType aMHHUOIIUTOB, KyIbType M OmonTare XopuoHa u metomamu JIHK-
aHaiau3a.

I'nmkorenoBasi 6oJie3nb |V TMna (cMHOHUMBI: 00J1€3Hb AHAepceH, AeGuiuT
amuwio-1, 4:1, 6-roxkanTpancdepasnl, nepuumnT IJIMKOIeH-BeTBALLEI 0
(depMeHTa, AMHIIONIEKTHHO3)

Omnpenesienune

I'mukorenoBast 6one3Hs IV Tuma — ayTocoMHO-periecCuBHOE 3a0o0JieBaHUE, MPOSBIAIOLICECS
nepumurom  ammio-1, 4:1, 6-rmokanTpancdepasbl  (TIIMKOTeH-BETBSIIEro  (bepMeHTa) W
COITPOBOJKIAOIIEECS] HAKOIUIEHHEM TJIMKOTeHa aHOMAaJIbHOM CTPYKTYpBI B Pa3JIMUHBIX OpraHax u
TKaHSX, BKIFOYask IEYE€Hb W MBIIIIIHI.

JTHoN0THSA

[TprurHO# BOZHUKHOBEHUS TIMKOTEHOBOW Oone3nn IV Tuma sBisirores myrtarnuu B reae GBE1L,
KoaupytomeM amuio-1, 4:1, 6-rimrokanTpancdepasy, 4TO NPUBOAUT K €€ HEJOCTaTOYHOCTH B
MEYEHHU, MBIIIIAX, JEHKOIUTaxX, dpuTpounutax u (ubpobrmactax. Myramuu B ITOM K€ TEHE
BBI3BIBAIOT MOJIMIIINKO3aHOBYIO 00JIE3HB Y B3POCIIbIX.

I'enernka

['ennsiit tokyc I'b IV tuna coorserctByer 3p12.2.

INUIeMHOJIOT U

Boneuele I'b IV tuma cocraBisaroT Bcero 0,3% Bcex MalMEHTOB C OOJIE3HSMH HAaKOIUICHUS
rmKoreHa. Yactora BCTpeyaeMOCTH MATOJIOIMH HEU3BECTHA.

ITaTorenes

Awmuio-1, 4:1, 6-rmrokanTpaHcdepasa ydacTByeT B MeTabONM3Me TIJIMKOT€HAa TNpU  TOYKax
BETBJICHUS TIIMKOTEHOBOTO «jepeBay. OHa COENMHSAET CETMEHT M0 KpailHeW Mepe W3 IIeCTH .-
1, 4-cuenyieHHBIX TIIIOKO3UJHBIX OCTaTKOB HApYXHBIX LEMed TIJIHKOTreHa C TIUKOT€HOBHIM
«aepeBomM» 0-1,6-rmuKko3uaHON cBsA3bl0. MyTanus (epMeHTa HapyllaeT HOpPMalbHbIM CHHTE3
[JIMKOT€HA, 4YTO  NPUBOAUT K  OOpa3oBaHMIO  AHOMAJIBHOTO  TOJHMcaxapuaa ¢
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aMUJIONEKTUHOMOJO0HOM CTPYKTYypoi (MONMIIMKO3rIMKaH). HakamnuBasch B pa3iny4HBIX
TKaHsX, BKJIIOYas IEUYE€Hb U MBIIIIIBI, OH MMOBPEKIACT UX KICTKH.

Kinununyeckasi kKapTuHa

Knuanueckne npusHaku riaukorenosa |V kpaiiHe pa3HooOpa3HbI BBUAY OOIIUPHOTO CIIEKTpa
MOTEHILIMAIbHO MOpakaeMbIX TKaHell. Takoe pasnnuune B GEHOTUITNYECKUX MPOSBICHHUIX MOXKET
OBITH O0YCIIOBJIEHO CYIIECTBOBAaHHEM TKaHeCTIeIU(DUIHBIX n30(popM nepunutHoro Gpepmenra. B
HACTOSAIIEE BpeMsl BBIICISAIOT cienyromue ¢GopMbl 3a00JIeBaHUS: KiaccHyecKkas MeueHOYHas,
HEMPOrpeccUpyomas neueHoYHas, (paTaabHas eprHHaTAIbHAs HEPBHO-MBIIICYHAs!, BPOXKICHHAS
HEPBHO-MBIIIICYHAsA,  JIETCKas  HEPBHO-MBIIIEYHAs, B3pOCias  HEPBHO-MbIIIEYHAs  C
M30JIMPOBAHHON MHUOITATHEM.

PeGenok, 601pHOM KIIACCHYECKON MEUeHOYHOU (hopMol TiukoreHo3a |1V, npu poxaeHuun HUYeM
HE OTJIMYACTCA OT 3JI0POBOTO HOBOPOXKIEHHOro. OmHako 00ie3Hb OBICTPO MpOrpeccupyeTr u
OPUBOIUT K Pa3BUTHUIO IUppO3a MEYEHU YK€ B PAHHEM JIETCTBE, BIIOCIEICTBUU OBICTPO
pa3BHUBaeTCs N€YEHOYHAs! HEIOCTATOYHOCTh, KOTOpast MPUBOJAUT K CMEPTH B Bo3pacte 35 net. Y
TaKHUX JIETel TUarHOCTUPYIOT ITUIOXYIO0 MPpUOABKY MacChl Tela, renaToCIICHOMETAINI0 U LIUPPO3
nevyeHn yxe B mepBbie 18 mec xwu3Hu. KpaiiHe penko medeHodHas ¢opma Mporpeccupyer
MEJIEHHO WJIM HE MPOTrpeccCHpyeT BOBce. Y OOJBHBIX HEMPOTPECCUPYIONIECH Pa3HOBUIHOCTHIO
MOYXET OBITh OOHAPYXKEHA IreNaToCIUICHOMETAINS ¥ HE3HAUYUTEIFHOE TOBBIIICHUE COJICPKAHUS
TpaHCaMUHA3 B CHIBOPOTKE KpoBU. OOBIUHO Yy TaKHX JETel HE OTMEYaeTcsl HapyIIeHUs pocTa U
pa3BUTHS, CO BpPEMEHEM KOHLEHTpAIMM TI€YCHOYHBIX (EPMEHTOB MOTYT BEpPHYTHCH K
HOPMAaJIbHBIM 3HAYCHHSIM.

[Ipr mopa’xeHUH HECKOJIBKHUX CHUCTEM IPHHATO TOBOPUTH O coyeraHHou (opme I'b IV Ttumna,
OpU3HAKW KOTOPOW BKIIOYAlOT B ce0d mnepudepuyeckyr0o MHUONATHIO C Pa3BUTHEM
KapIuoMuomaTuu win 0e3 Hee, a TakkKe HEHpomatuo W LUppo3 mnedeHH. CHUMIITOMBI
3a00/ieBaHUsl MOTYT TPOSBUTHCA KaKk B HEOHATAIbHOM TMEpPHOJE, TaK U y B3POCIBIX.
Heiipompllieunble M3MEHEHHS MOAPA3ACISIIOT Ha 4 TPYNINBI, B 3aBUCHMOCTH OT BPEMEHHU HX
BO3HUKHOBEHUS. Y JneTeil ¢ mepuHataibHOW ((hatanpHOi) (opMoli GoJe3HH, KOTOpas MOXKET
NOCITYKUTh TPUYUHOW BOASHKM IUIOAA W BOJASHKM O0OJOYEK IUIOJHOIO MY3BIpS, HEPEIKO
pa3BUBAETCs apTPOrpUIIO3 KOHEUHOCTEH BCieICTBHE akMHe3uu. [Ipu oOHapyKeHUU y MaTepu BO
BpeMsi OepeMEHHOCTH KHCTO3HOH THIpOMBI B IIIEHKE MAaTKH MOXHO IpeanojaraTb o
NOTEHIMAJIBHONH BEPOATHOCTH pa3BUTHs JAaHHOW marosoruu y peOeHka. Y OOJBHBIX C
coueTaHHON (POPMOMN BBIABISIOT TMIIOTOHMIO, TUIOPE(dIEKCUIO, KapJUOMUONATHIO, YTHETEHHE
JIBIXaHUS U IOpaKeHHEe HEPBHOW CHCTEMBI HAa YpOBHE HEWpOHOB. [lopakeHue nedeHn HeTsKelnoe
U HE MPUBOAUT K Pa3BUTHUIO LUPPO3a U MEUEHOYHOM HEJ0CTATOYHOCTHU. JleTanbHBIH MCXOA B
HEOHATAJIbHOM IepHO/Ie HEU30EKEH.

Knunuueckumu cUMITOMaMHU JETCKOW HEHPOMBIIIEYHONH (QOpMBI JaHHOTO 3a00JieBaHUs
SBJISIIOTCSL MUOINATUS M KAapAMOMMONATHs, KOTOpPbIE MOT'YT BO3HHMKAaTh B JIIOOOM BO3pacTe.
[lepBble TpHW3HAKK MATOJIOTMH — HETEPEHOCHMOCTh (M3WYECKHX HArpy30K, OJBIIIKA TIpU
(bu3MUecKOM HAIPSDKEHUH U 3aCTOWHAS cep/iedHas HEOCTaTOUYHOCTh B 3aITyIIEHHbIX ciydasx. B
MaTOJIOTUYECKHIA TPOIIECC MOXKET OBITh BOBJICYCHA TOJIHKO MBINIEYHAs! TKaHb, IPA 3TOM YPOBHHU
CBIBOPOTOYHOM KpPEaTMHMHKHHA3bl MOTYT OCTaBaThbCs B Ipeliesiax HOPMaJbHBIX 3HAYCHHUH.
B3pocnas ¢opma manHoro 3aboJieBaHMs TIPEACTABISIET COO0N M30JUPOBAHHYIO MHUOTIATHIO HIIH
MOJIUTITIOKO3aHOBYI0 00se3Hb (6ose3Hp Jladopsl). CUMITOMBI 32001€BaHUs MOTYT HAIIOMHUHATH
TaKOBbl€ MPH MBIIIEUHON IUCTPO(UU: MPOrpeccUupyroliee HapylIeHue MOXOJAKH U Cl1abocTh
NPOKCHMAITbHBIX OT/IENIOB KOHEYHOCTEH (0oJbIlie B pyKax, ueM B Horax). [lopaxkaroTcsi BepXHUI
U HWKHUH MOTOpHBIE HEHPOHBI. 3a00JEBaHHWE MOXKET TIPOSIBUTHCS B BHUJE MHUPAMHIHOTO
TeTpamnapesa, NepuQepuuecKoil HelponaTuu, paHHEr0 HEHPOTeHHOr0 MOYEBOIrO My3bIpS,
OKCTPAMPAMHUIHBIX CHMITOMOB, CYAOPOT ¥ KOTHHTHUBHBIX HapyIICHUH, TPUBOAALINX K
Pa3BUTHIO JEMEHLIUH.

JlaGopaTopHble U3MEHEeHM I
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B ceBopoTke kpoBH oTMeuaercs moBbiieHHe koHueHTpauuu AJIT, ACT, II®P, npu stom
YPOBEHB TIIOKO3bI OOBIYHO HOPMAJTbHBIN.

B Moue noBbIlaeTcs 3KCKpeLus 0JIMrocaxapuioB.

B neiikonurax, KyIbType KOKHBIX GrOpPOOIACTOB U IPUTPOIUTAX CHIKEHA aKTUBHOCTH aMUJIO-
1, 4:1, 6-rmrokaHTpaHcepassbl.

HNHcTpyMeHTAIbHbIE H3MEHEHHS

I[Ipu mpoBenenun Y3U  peructpupyror Hecreuupuieckue mnpuzHaku  AUPEGY3HOTO
[IapEeHXUMaTO3HOI0 IIpoLEcca B IEYEHH U €€ LIUPpo3a.

Ha MPT — anomainbsHoe cTpoeHue 6e0ro BelecTBa roJIOBHOTO MO3Ta.

Mopdoaornyeckne U3MeHEHU

XapakTtepHbiM MopdonoruueckuM mnpuszHakom ['b IV tuma saBnsercs Hanuuue B LUTOIUIA3ME
TeraToUUTOB CBETJIO-303MHO(MMIBHBIX BKIIOUEHHH OKPYIIIOH, OBaJIbHOW M 0000BHIHOM (HOPMBI
C ONTUYECKH MYCTHIM 000KOM 110 niepudepun, PAS-TO3UTUBHBIX, YCTOMYUBBIX K aMuiiase (T.H.
IMKoreHosble  Tenbua). Ilpy  sTomM  Hambonee dYacto OTMEYaeTcs LUPPOTUYECKas
Tpancopmarus neyeHu.

[Ipy 5nEKTPOHHONM MMKPOCKONMHM OOHApYKMBAaIOT HAKOIUIEHWE aMMJIONEKTHHOIIOI00HOTO
BEIIIeCTBA KaK B HEHPOHAX, TaK U B MBIIIIEYHBIX BOJIOKHAX.

MouJiekyisipHasi JMATHOCTHKA

[TonTBepkieHne AMAarHo3a BO3MOKHO C IMOMOIIBI0 MOJEKYISIPHO-TEHETUYECKOW THarHOCTUKU
(monubrit ananmu3 rera GBEL). YacTeix MyTaruii He 0OHapYKEHO.

IMpodpunnakruka

[IpenatanpHasi OUArHOCTHKAa BO3MOXKHA IIyTeM ONpEAETeHHs aKTUBHOCTH amwmio-1,4:1, 6-
roKaHTpancdepasbl B KyJabType aMHHUOIMTOB, OMONTAaTe U KyJAbType XOPHOHA M METOJaMU
JAHK-ananu3a.

I'nmukorenoBast 60jie3ub VI Tuna (cuHOHUMBI: 00J1e3Hb Xepca (JDpa), nepuuuT
dochopuiaazbl neyeHn)

Omnpenesienune

['mukorenoBass OonezHp VI THma — ayToCOMHO-perlecCUBHOE 3a00NieBaHUE, BBI3BIBAEMOE
neunuToM TedeHOYHOM (ochopmiazkl M aCCOIMUPOBAHHOE C HAKOIUIGHHEM TJIMKOTEHA
HOPMAaJIbHOW CTPYKTYPHI B [IEUEHH.

JTHONOTHSA

[Tprunnoii Bo3HukHOBeHust I'b VI tuna sBastorcs myrauumm B reme PYGL, xoxupyromero
dbochopunazy neyeHu.

I'eneruka

['ennsrit noxyce I'b VI tumna coorBercrByer 14021.1.

IIaTorenes

Hedbunmt nedenounoit Gochopunaszpl, KaTaTM3UPyIONMEH TIEPBYIO PEAKIIMIO paciaja rIINKOTeHa,
BEJIET K €r0 U30BITOYHOMY HAKOIICHUIO B T€MATOINTAX.

Kinununyeckass kapTuHa

3aboneBaHre MPOSBISETCS B paHHEM JETCKOM BO3pAcTe B BUIE IEeMaTOMETAIUU U 3aJICPKKH
pocta. OOBYHO 3a00JEBaHME MPOTEKAET JOOPOKAYECTBEHHO, C JOCTIIKEHHEM CTONKON
pEMHCCHM CHMIITOMOB TIO Mepe pocTa pebeHka. KnuHudeckas KapTHHA 3aBUCUT OT CTEIECHU
BBIPOKEHHOCTH THIOTIMKEMHH, KOTOpas Mpu JaHHOW (opMe MaTOJOTHH MOXKET OBITh JIETKOH
WIH cpenHeTshkenoil. M3 TIaBHBIX CHMIITOMOB OOJE3HU: 3aZiepKa pOcCTa, 3HAYUTENbHas
renatoMeranus. [Ipy HEKOTOPBIX MyTallUsIX COXPaHAETCS pPe3uIyalibHasi aKTUBHOCTh (pePMEHTA,
U y TaKWX MAIlMeHTOB O0JIe3Hb MPOTEKAET JIeTye.

JlaGopaTopHble U3MEHEHM I

OO6bryHO y nmereit ¢ I'b VI Tuna mmeer MecTo JIETKUH KETOAIM 103, TIOBBIIICHHE KOHIICHTPAIUU
CBIBOPOTOYHBIX TpaHCaMUHA3, TPUIJMIEPUIOB M XOJECTepUHA, XOTS OHOXMMHUYECKHE
MOKA3aTeNH Y MAlUEHTOB C BRICOKOU PE3UAYATbHON aKTUBHOCTHIO ()epMEHTa HOPMAIILHEIE.
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Harpy3ounsie TecThl ¢ Tir0K030iM HamomuHaitoT TakoBblie mpu | u Il Ttume Gomnesnu. Ilpum
Harpy3ke aJpeHaIMHOM €€ KOHIEHTpAlus B KPOBH HE IMOBBIIIAECTCS, HO BO3pacTaeT ypOBEHb
JaKTaTa.

HHcTpyMeHTAIbHBIE U3MEHEHUs

IIpu Y3 usmenenus B 1enoM cxoxu ¢ TakoBbIMU Tipu | u III tune I'b. OnHako maHHBIX 3a
HaJM4Me aJCHOM TMEYEHM HE MOJIy4eHO. Takke OTMEUYaeTCs MEHEE BBIPaXKEHHOE YBEJIMYEHUE
pa3MepoB MEYEHU U MEHbIIIee MOTJIOUIeHHE YIbTpa3ByKa. [louku He yBeTUYEHBI.
Mopdoaornyeckne U3MeHEHUs

I'mcronaronorvueckas KapTHHa I€YEHM B I1eaoM cxoaHa ¢ TakoBod mnpu | wm III Tume
3aboneBanus. OpHako OenmkoBas AMCTPO(HSI TEMATOIUTOB MpeodsiamacT Haj JKUPOBOH, a
CTENEeHb UX BBIPAKEHHOCTH HEBBICOKAsA. 3a(pUKCHUpPOBAHBI Cllydad MHTEHCHUBHOMN MOPTANbHOU U
BHYTPUAOIBKOBOM  WHQWIBTPAIIUM  MEXKYTOYHOW  TKAaHW TMEYCHH  IPEUMYIIECTBEHHO
auMbouIHbEIMH 3eMeHTaMu. DulOpo3 OOBIYHO yMEpPEHHBIH, HO OMNHMCAHBI Cllydad LUppo3a
MEYCHHU.

MonekynspHasi AMarHOCTHUKA

MouJiekyasipHasi IMATHOCTUKA

Pa3paborano MONEKyISIpHO-TEHETHUECKOE HCCIEIOBAaHKME, BKJIIOYAIOIIEe TOUCK YaCThIX
myTanwuii B rene PYGL, npu Heo6X01uMOCTH MPON3BOAAT OJTHOE CEKBEHUPOBAHHE T'eHA.

I'nmukorenoBast 6oJ1e3Hb | X THIIA

®ochokrHaza cocTOUT U3 4 pasHbIX CyOBEIUHUII, KXY U3 KOTOPHIX KOJIUPYIOT pa3iInyHbIe
TeHbI, pacloJlaralolrecs B pa3IMYHbIX XpPOMOCOMax M IO-Pa3HOMY 3KCIPECCHPYIOUIHEcs B
paznmmunbix TKaHax: o (PHKA2), B (PHKAB), y (PHKG2), 6 (CALM1). Cyobeaunuipst o u
BBINOJIHAIOT PETYJISATOPHbIE (YHKLUUH, Y — KaTAIUTHYECKYI0 (QYHKLHUIO, a 0 — (QYHKLHUIO
cBsi3bIBaHms HOHOB Ca’™. CyObenuHuna o MMeeT JIB€ U30(pOPMbl — MBILIEUHYIO U [IE€YEHOUYHYIO,
KOJMpYeMble JBYMS pa3HbBIMM TI€HaMM, pachojlaraloluMucs Ha X-Xxpomocome. ['eHsl,
KOJMPYIOIINE OCTaJbHbIE CYObEINHULIBI, HAXOAATCS B ayTOCOMHBIX XpomMocomax. MyTainuu B
renax PHKA2, PHKAB u PHKG2 BebiBatotr I'b 1Xa, 1Xb u 1Xc tunos, coorBerctBenHo. [Ipu
stom Tun IXa (¢ 2-ms mogrumamu — [Xal, 1Xa2) wumeer X-cuelsieHHBI BapuaHT
HaCJIEJOBAaHMsI, B TO BPEMS KaK OCTaJbHblE — ayTOCOMHO-pelecCUBHBIN. 1Ipn pa3Butum omgHoMI
U3 YeThIPEX OCHOBHBIX (pOopM OOJIE3HM MOPAXKAIOTCSI COOTBETCTBEHHO, MO YOBIBAHMIO YaCTOTHI
BCTPEYAEMOCTH, NI€YEHb, TIEUEHb U MBILIIBI, TOJBKO MBIIIIBI, TOJIBKO cepaue. MMeercs Takxke
noarun 1Xd (Mbitednas popma), BeI3bIBaeMbIi MyTalusiMu B rene PHKA L.

I'nmuxorenoBasi 6ose3nb |Xal wm 1Xa2 tuma (cuHonmmbl s IXal: X-
CHeIUICHHBIH mneuyeHouyHblii rimkorenos tuma |, T'B VI, Via, Vib
(popmanbHo; cuHOHUMBI 1J1s [Xa2: X-cuensieHHbI NeYeHOYHbIH ITIMKOTeHO03
tuna l1)

Omnpenesienne

I'mukorenoBas 0Oomne3nr [Xa Thma — X-CHEIUIEHHOE C IOJIOM 3a00J€BaHHE, BBI3BIBAEMOE
neGuuUTOM  Op-cyOBeAMHUIBI  KMHa3bl  (ochopunasel  (pocpokuHazpl) MEYEHU U
ACCOIIMMPOBAHHOE C M30BITOYHBIM HAKOTUICHHEM TJIUKOTEHA B OpTaHe.

JTHON0THSA

[Tpuunnoit Bo3HukHOBeHUs1 ['b IXa Thna sBusrorcs myranuu rena PHKA2, KOqQupyromero op-
CyOBbeIMHUIlY TEUYEHOYHOW KWHa3bl (Qocdopuiasbl, yTO MPUBOJUT K €€ HEIOCTATOYHOCTH B
neyeHu v dputpouuTax (moarun 1Xal) wiu Toabko B medenu (moarun 1Xa2).

I'eneruka

I'ennsriii mokyc I'b 1Xa tuma coorBeTcTBYeT Xp22.13.

ONuIeMHOJIOT U
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[Tpuuuna paszsutus I'b mpubnusurtensHo B 25% ciiydaeB MOXKET ObITh IpUIKCaHA AepUINTY
KrHa3bl  Qocdopunaspl, cpead KoTopbix 1Xa Tum riamkoreHosa sABiseTcs  HambOoee
pacupoCTpaHEHHBIM.

IIaTorenes

Hedunut moboii U3 cyobeauHul] KuHassl Gochopunasel b mapymaer mporece dochoponnsa
neueHouHoH ¢ochopunazel b B dochopunasy a, 4ro BeaeT K HAPYIICHUIO aKTHBAIUU
MIOCJIETHEW U B UTOT'€ — K HEBO3MOKHOCTH PACILEIIJICHUS [JIMKOT€HA.

Kimanyeckas kapTuHa

I'b IXa tuma sBisieTcss OAHOW M3 CaMbIX MATKUX (POpPM TJIMKOT€HO3a M CXOJIHA IO CBOEMY
TeyeHuto ¢ Turom VI,

Knuanueckue mnposiBacHus o6oux moarumoB (IXal, 1Xa2) wuaeHTHYHBI W BKIIOYAIOT
renaToMeraiuio, 3aJep>KKy pocTa U MOTOPHOTO pa3BUTHS, THIOTOHUIO. CIIeHOMEeTanus, Iuppo3
MEYEHH, «KYKOJBHOE» JIMILO, OCTEONOPO3, HEBPOJIIOIMYECKUE MOPAXKEHUS, TOBBIIICHUS YPOBHS
CBIBOPOTOYHOTO JIAKTaTa, META0OIUYECKUN alli/I03 U TTOUYCYHO-KAHAJIBIIEBBIN allu03 Y JaHHBIX
MalEeHTOB BBISIBIISIIOT YpEe3BbIYANHO peaxo. 3aboneBanue XapaKTEepU3yeTCst
TO0OpPOKAYECTBEHHBIM TEYCHHEM — 3a4acTyI0 y B3POCIBIX MAIMEHTOB OTCYTCTBYET KaKasi-IMOO
cumnromMatuka. C BO3pacTOM TakKe IOCTEINEHHO HWCYE3al0T KIMHUYECKUE TMpPU3HAKU U
HOPMAJIU3YIOTCSI OMOXUMHUYECKHE MTOKA3aTEeH.

JlaGopaTopHble U3MeHeHMsI

OtMmeuaercst noBbimenne koHueHtpanuun AJIT, ACT, xonecrepuHa, TPUTICITUPHUIOB, a TaKKe
YPOBHSI KETOHOB B KPOBU HATOILAK U TUIIOTJIUKEMHUSL.

[Ipu mpoBeAeHUM HArpy304YHBIX TECTOB C TJIFOKO30M, aIpCHAIIMHOM M TJIIOKarOHOM XapaKTep
MIMKEMUYECKOU U JJaKTaTEMUYECKONW KPUBOM HE OTJIMYAETCA OT HOPMBI.

HHcTpyMeHTAIBLHBIE U3MEHEHUs

[Ipu Y3U uzmenenus B uenoM cxoxu ¢ TakoBbiMU npu I u III Tunmax I'b. OnHako naHHBIX 3a
HaJU4HMe aJCHOM TIEYEHHM HE TOJIy4eHO. Takke OTMEUaeTCs MEHEE BBIPaXKCHHOE YBEIWYEHUE
pa3MepoB MEYEHU U MEHBIIEE MOTJIOLIEHUE yIbTpa3ByKa. [louku He yBeTUUYEHBI.
Mopdoaornyeckne U3MeHEHU

I'mcronaronornyeckas KapTuHa Ie4eHHU B iejaoM cxogHa ¢ Takosoi npu [ u III tune I'b. Onnako
OenkoBasi AUCTpOoUs TENaTOLMTOB MpeoOiagacT HaJ >KHUPOBOM, a CTEMEHb BBIPAKEHHOCTH
mucTpoduu HeBbicokas. OTMeueHBbl clydyal WHTEHCHUBHOW MOPTANbHOM M BHYTPHAOIBKOBOU
WHQUIBTpAIMU MEXKYTOUYHOW TKAHU TMEUEHU MPEUMYIIECTBEHHO JTUM(OUIHBIMU SJIEMEHTAMH.
®ubpo3 0OBIYHO YMEPEHHBIH, HO OMHICAHBI CITyYau IIUppo3a MeUeHH.

MouJiekyasipHasi IMATHOCTUKA

Pa3zpaborana MonekynspHO-TeHeTHYeCKas JUarHOCTHKa 3a0ojeBaHusl. YacThIX MyTaluii B reHe
PHKAZ2 ne ycTaHOBIEHO.

I'nuxorenoBas 00J1€3Hb IXb THIIA (CHHOHUMBI: aepuuuT
MbIIIeYHOi/TIeYeHOYHOH KHHA3bI (pochopuiiaspl)

Onpenesenne

I'muxorenoBsast Oone3nr IXb Tmma — AaYTOCOMHO-PCIIECCCUBHOC 32[60J'ICB2[HI/IC, BBI3BIBACEMOC

nebunuToM  B-cyOBeAMHMIBI  MBIIIEYHOW/IEYEHOYHOW  KHMHa3bl  Qochopunazel U
ACCOIIMMPOBAHHOE C HAKOIUIEHUEM TIIMKOT€HA B IIEYEHU U MBbIIIIAX.

ITHOJIOTHS

[Tpuunnoii BosHukHoBeHus ['b IXb Ttuna susorcs myranun resa PHKB, xonupyromero B-
CcyObeIMHHUILY MBIIIEYHOM/TIeueHOUHOM KMHAa3bl (hochopuiassl.

ONuAEeMHOJIOT U

HmMeroTcst e IMHUYHBIE OTIHCAHUSI.

I'enernka

['ennsrii tokyc I'b IXb Tuma coorBercTByeT 16012.1.

ITaTorenes
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[Tarorenes anamorudeH TakoBomy npu [Xa noarumne.

Kimnnuyeckas kapTuHa

K kiaccuueckuMm KJIMHUYECKMM TpPU3HAKAM OTHOCSATCA: HU3KUH pOCT, BbIpaKEHHAas
rermaroMerainua, Auapesd, MbllcuHass TUIIOTOHWA B COUYCTAHUUA C JIETKOM MBIIIICUHOM CJIa6OCTBIO.
JlaGopaTopHble U3MEHEeHMsI

OTMeyaeTcs TUIIOTJIMKEMHS 110CJIE€ HECKOJIBLKUX YacOB rojaoaaHuAa UJIn (1)PI3H‘{CCKOI>'I HarpyskKu.
Mopdoaornyeckne U3MeHeHUs

BriaBiaioT 3HaunTenbHOE HAKOIUICHHUE TVINKOIeHA B MBbIIIax 1 ICYCHU.

I'mukorenoBass  6oJsie3Hb |XC THma (CHHOHHMBI: HEJOCTATOYHOCTD

TeCTHUKYJISPHON/TIe4eHOYHOH u30¢opMbI Y-CyObeIuHUIbI KHHAa3bI
dochopunaspr)

Omnpenesienune

I'nukorenoBas Oosie3np [Xc Thma — ayTOCOMHO-PCUCCCHUBHOC 32160JI€B3HI/I€, BBI3BIBACMOC

neUIUTOM TECTUKYISIPHOM/TeueHOUHON M30(OPMBI Y-CyObEeTUHUIIBI KMHA3bl (ochopuiasbl u
ACCOIIMMPOBAHHOE C HAKOIUICHUEM TJIMKOTEHA B IIEYEHU M MBIIIIIAX.

ITHOJIOTHS

[Mpuunnoii Bo3nukHOBenus I'b IXc tuna sBistorcs myrammm rena PHKG2, xomupyromero
TECTUKYJISPHYIO/TIEUEHOUHYIO N30(hOpMY Y-CyOBEAMHUIIBI KHHA3HI (ochopuiiazbl.

I'eneruka

I'ennsiit nokyc I'b IXc tuna coorBerctByer 16pl1.2. YcranosneHo, uro ren PHKG2 conepxur
10 sk30HOB 1 3anUMaeT 9,5 kb reromuoit JJHK.

IlaTorenes

ITatorenes ananorudeH rakoBomy Ipu [Xa noxrure.

JNUIeMHOJIOTHS

HmeroTcst e IMHUYHBIE OTIHCAHUS.

Kinnuyeckasi kKapTuHa

JleGroTHpyeT B IETCKOM BO3PACTE U XapaKTepU3yeTCs TernaToMerainneil ¢ HapyleHneM QyHKIUN
NICYEHH, MBIIIEYHON THINOTOHMEH, 3aJepKKOM pocTa. B GONbIIMHCTBE ciydaeB CO BpeMEHEM
BBIPQKEHHOCTh JTHX CHUMITOMOB YMEHBINAETCS, OJHAKO Y HEKOTOPBIX OOJBHBIX HMMEETCS
BBICOKUH pUCK pa3BUTHUS prOpO3a U LUPpO3a MEUYEHHU.

JlabopaTopHble M3MeHEHUsA

OTMmeyaroTcs TMIOTIIMKEMHSI U KeTOAIM/103 HATOIAK, JIAKTAaTallu/03, THUIIEPTPUTIIULEPUIEMHUS.
[Ipr TECTOXMMHYECKOM HCCIIEJOBAaHUM — CHIDKEHHE aKTHMBHOCTH KHHA3bl (ochopuiassl B
MEYEHU U MBILIIAX.

Mopdoaornyeckne U3MeHEHUs

OO6HapyxuBaroT HuOPO3 MEUSHH Pa3IMYHON CTETIEHH BBIPAXXEHHOCTH BIUIOTH 10 (POPMHUPOBAHUS
nuppo3a. Takke MOKeT oTMedaTbest Mpoudepanust >KeITUYHbIX TPOTOKOB.

I'nukorenoBas 0o0J1e3b X| THNA

IIpunsaro cuurars, uro I'b XI tuma 310 cuaapom dankonun—bukens. OQHAKO CyIIECTBYET U
npyras ¢opMa 3a00JeBaHMs, CBA3aHHAs C MyTallMsIMH B COBEPIIEHHO JIPYT'OM T'€HE, HO TaKkKe
knaccuumupyemas kak timkoreHo3 XI. Jlamee mpuBenmeHbl cBenmeHus o0 oOeux (dopmax
3a00JIeBaHMUA.

Cunapom ®ankoHu—-bukess

Omnpenesienne

['muxorenoBas 6ome3Hp X| THIIa — ayTOCOMHO-periecCHBHOE 3a001eBaHNe, aCCOIMUPOBAHHOE C
HEJOCTAaTOYHOCThI0 TpaHcmoprepa rmoko3bl (GLUT2) u xapakrepusyrormieecss OTIOXKEHHUEM
[JIMKOTEHA B IMIEYEHH U MOYKaX C HapylIeHuEeM (yHKIUI MPOKCUMAIbHBIX KaHAJIBIEB MOYEK.
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ITHOJIOTHS

[TpryrHOl BO3HMKHOBEHUS 3a00JjeBaHMs SBIAIOTCA MyTauuu reHa SLC242, koaupyromero
GLUT2.

I'enernka

['eHHbIit TOKYC 3a0JIeBaHUS COOTBETCTBYET 3(26.2.

NuAeMHOJIOT U

HmeroTcs eAMHUYHbIE OIMCAaHUS.

IIaTorenes

Cytb 3a00j€BaHHSA COCTOUT B HApyIIEHUH TPAHCIOPTa MOHOCAXapUAOB uepe3 KIETOYHYIO
MeMOpaHy. COOTBETCTBEHHO, HAPYILIAETCS YTUIM3ALUS TJIF0KO3bI U TaJIaKTO3bI.

Kinununyeckasi kKapTuHa

3aboneBanrue OOBIYHO BBIABISIOT Yy jAeTeil B Bozpacte oT 3 10 10 mec, oHO xapakrepusyercs
relnaTopeHaJbHbIM  OTJIOKEHHEM  I[JIMKOI'€Ha, THUIOIVIMKeMHEH  HaTollak  Hapsagy C
NOCTHPAaHANATBHON THUNEPTINKEMHEH U TUIEpPrajJakTo3eMuei, TUCPYHKIUEH MPOKCHMAIBHBIX
IIOYEUHBIX KAaHAJIBIEB, PAXUTOM U BBIPAXXEHHOU 3aJepxkKoil pocta. OcoOEHHO sIpKOW depTon
JAHHOTO 3a00JIEBaHUS SIBIISICTCSI pa3BUTHE KApJIMKOBOCTH y MAIEHTOB B CTapIIeM BO3pacTe.
Taxoke oTMedaeTcsi 3HAUMTENbHAs 3aJepXkKa MOJOBOro co3peBaHusa. K npyrum XxapakTepHbIM
yepTaM OTHOCST BBIOYXAIOIIHH KUBOT (M3-3a TeraToOMEerallii ), JIYHOOOpa3HOe JIUII0, OTJIOKECHUE
KHUpa Ha IUIe4ax U JKUBOTE. Y HEKOTOPBIX MAIlMEHTOB IelaTOMEraius MOXKET OTCYTCTBOBATb.
Kpome Toro, AarHocTupyoT NaHKpeaTUT (BBUIY TMIIEPXOJIECTEPUHEMHUM U TUIIEPIUIIUIEMUH).
B panHem Bo3pacte pa3BuBaeTcsi oOOIas OCTEONEHHs, YTO MOXKET MPUBOJAUTH K YacTbIM
nepenomaMm. 'mnodocdaremMudecknii  paxurT, TEpEpacTAONIUl  3aTeéM B OCTEONOPO3,
COIIPOBOKIAIOT JaHHBIX MAI[MEHTOB Ha MPOTSDKEHUM Bcel »ku3HM. KananbueBas Hedponarus
XapaKTepu3yeTcsi BRICOKUMU IH(pamMu TIIIOKo3ypur U runepdocdarypuu cpeHeil cTerneHn Ha
¢oHe  mocrossHHOW  runodocdaremMuy,  TIUNEPYPUKEMHH,  TUIIEPAMUHOAUUAYPUH U
MHTEPMETTUpYIOLIeH runepanbOymMunypun (modeunslii cuaapom ®ankonu). OnHAKO pa3BUTHE
MOYEYHOW HEN0CTAaTOYHOCTH Habmonaerca peako. I[loteps OukapOOHATOB MOXET TakKkKe
OPUBOJIUTH K JIETKOMY MeTabonuueckoMy anuao3y. Karapakra, kak clneacTBue 4YacTo
BBISBJIIEMON Y JTAHHOTO KOHTHMHIEHTa OOJIBHBIX TajlakKTO3eMHH, 3aperucTpUpOBaHa TOJBKO B
HECKOJIbKUX ciaydasx. [locie Hayama aHTUKETOHOT€HHOM JUEThl YMEHBIIAIOTCS pa3Mephl eUeHU
U COKpAIaloTCs 3aachl TJIMKOTeHA.

JlabopaTopHbie M3MeHEHUsA

JlaboparopHble Tpu3HAKW OOJIE3HM: HATOIIAK — THIOTIMKEMHUs M KETOHYpHs, B
MOCTabCOPOTHUBHOM TIEPHOJI€ — THIEPTIUKEMHUS] U THUIEPTaIaKTO3eMHUsl, TUTIEPXOJIECTEPUHEMUS,
TUNEPIUTHIEMUS, HE3HAYUTEIILHO TTOBBIIIICHHAS D, runodocdaremus,

TUIIEPaMUHOAIUAYPHS, TIIFOKO3YpHs, TAJIAKTO3ypus WM NPOTEUHYpPHs, HOPMAIbHBIM ypPOBEHb
(GbepMEeHTOB ramakTo3bl M MeTaboiu3Ma TIIMKOTeHa, HOpMajbHBbIE MOKa3aTeld MeTadoln3Ma
GpyKTO3BI W HOpPMaJbHBIE SHJIOKPHUHOJIOTMYECKHE TMOKa3aTenu. [3-3a HemepeHOCHMMOCTH
rajJlakTo3bl TAIMEeHTHl W3 JAaHHOH TpPYIIbl MOTYT OBITH BBISBICHBI MPH TMPOBEACHUU
HEOHATAIPHOTO CKPHHUHTA Ha TAJIAKTO3EMUIO.

Mopdoaornyeckne U3MeHEHUs

HpI/I THUCTOJIOTHYECKOM HCCIICJOBAaHUU OMONTATOB MMEYEHH — MACCHBHOE HAKOIUIEHHE TITUKOreHa
B renaTolMTaxX U UX CTeaTo3.

JeguuuT JaKTaTACTHAPOreHasbl A

JTHON0THSA

[TpyunHO BO3HMKHOBEHHUs 3a0ojieBaHusl sBJsIOTCS MyTauuu reHa LDHA, xomupyromiero
JaKTaTAEeruaporeHasy 4.

I'eneruxa

['ennbIit 1OKyc 3a001eBanus cooTBeTcTByeT 11pl5.1.

DUAEeMHOJIOr U
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HMeroTcs eTMHUYHBIE ONMCAHUS.

IIaTorenes

[Tpu oTcyTcTBUM epMeHTa HapyliaeTcs mpeodpa3oBaHue MUpPyBaTa B JaKTaT U 0OPaTHO.
Kimanuyeckas kapTuHa

K OCHOBHBIM KIMHUYECKUM HPOSBICHUSIM MOXXHO OTHECTH HENEePEeHOCHMOCTh (PU3MUYECKHUX
HArpy30K, MBIIIIEYHBIC CTIa3Mbl, MUAJITUH, pabaoMuonn3. MoKeT UMETh MECTO THIIEPTOHYC MPHU
OepeMeHHOCTU. Takke MOXKET BBIABIATHCA 3PUTEMATO3HO-CKBAMO3HOE IOPAKEHHUE KOXKHU.
[Toyeunas HEOCTATOYHOCTh — CJIEACTBUE MUOTIIOOUHYPHH.

JlaGopaTopHble U3MEHEeHMsI

B ceBopoTke kpoBu mnoBeimarorcss ypoBHu K@K, makrara u nupyBara. XapakTepHa
MHUOTJIOOMHYPHSI.

I'nukorenoBas 6o0J1e3Hb 0 THIA (CI/IHOHI/IMIJI: arJIMKOIcHo3, )qu)I/IHI/IT
NMe4YeHOYHOM WM MbIILIEYHOM I‘J]HKOI‘CHCHHT33LI)

Omnpenesenune

['mukoreHoBast Gone3Hp 0 THIIa — ayTOCOMHO-PELIECCHBHOE MeTaboJM4ecKoe 3aboieBaHMe,
BBI3bIBaEMOE J€(DUIIMTOM TIMKOTCHCUHTA3bl B TNICUYCHH WM B MBIIIIAX U ACCOIUHPOBAHHOE C
KpallHe HU3KUMH 3allacaMy TJIMKOTEHA B TENaTOLUTAaX WM MHOLMTAX, W, COOTBETCTBEHHO, B
OTJIMYUE OT JPYruX THUIOB TJIHMKOTCHOBOW OOJIE3HHU, TMpOTEKaroliee ¢ H30BITOYHBIM €ro
OTJIO’KECHHEM.

B 3aBucuMoctH oOT Jnokanmuzanuu JeUIMTHOTO (EepMEHTa, BBIICIAIOT IEYCHOUYHYI0 U
MBIIIEYHYIO (hOpMY 3a00IEBaAHUSI.

STHoNOTHS

[Tpuunna BosuukHOBeHus I'b 0 Tuma — wmytamuu B reHax GYS2 u GYS2, komupyrommx
MIEYCHOYHYIO U MBIIICUYHYIO TJIMKOTCHCHHTA3Y, COOTBETCTBEHHO.

I'enernka

I'ennsbiit nokyc I'b 0 tuna coorerctByet: 12p12.1 — s nmeuenounoit ¢popmsl, 19q13.33 —
nuist mbimeuHoi. ['en GYS2 comeprxut 16 sx30H0B 1 3aHuMaet 6osiee 30 kb renomuoit JTHK.
ONuAEeMHOJIOT U

YactoTa BCTpe4aeMOCTH HEU3BECTHA.

ITaTorenes

[Tpu OTCYTCTBUM IIIMKOT€HCUTHA3bl HEBO3MOXKEH aJI€KBAaTHBIM CUHTE3 TJIMKOT€HA, YTO IPUBOJIUT
K BBIP@)KEHHOMY CHU)KEHUIO €r0 COJIepKaHMsl B IEYEHU MJIM MBIIIAX.

Kiannuyeckasi kapTuHa

Orta peakas ¢popma 00JIe3HN pa3BUBACTCA B EPHOJ HOBOPOXKAECHHOCTH WM B PaHHEM JETCTBE U
XapaKTepU3yeTcs TUMOIVIMKEMHEH HaTOLaK, TMIEePKETOHEMHUEH, HU3KMMH YPOBHIMH ajaHUHA U
JaKTaTa B CHIBOPOTKE KPOBH. XOTS MpPUEM HUIIM KYIMHPYET CUMITOMBI, B IOCTIPAHIMATEHOM
nepuojie pa3BUBAETCs FMIEPIIIMKEMHUsS] U THIepIaKTaTeMHUs.

JlnanazoH (EeHOTUMHMYECKUX TMPOSBICHUNA 3TOM MAaTONOTHM JOCTATOYHO MMIUPOK. CHMITOMBI
00yCIIOBJIEHBI B IEPBYIO OUEpe/lb THIOTJIMKEMHUEN U BKITIOYAIOT B ce0s: INTyOOKHI COH BIUIOTH J10
JeTapruy, OJeHOCTh KOXKHBIX MOKPOBOB, TOIIHOTY, PBOTY W MHOTJa CYJOPOTH IO YyTpaMm, JI0
npuHATUS muiy. [Ipu 3TOM y HEKOTOPBIX OOJBHBIX KaKHe-TUOO OTKIOHEHUsS JabopaTOpHBIX
nokaszaresei OT HOPMbI OTCYTCTBYIOT JINOO cab0 BbIpakeHbl. Ba)kHO OTMETUTH, YTO HECMOTPA
Ha HU3KHUE MOKAa3aTeN! IIIMKEMUH, y OOJNBIINHCTBA JeTel He YCTAHOBJICHO HUKAKUX HapyIIeHUN
NCUXUYECKOT0 Pa3BUTHsI WIM KOTHUTHBHBIX AUCchyHKIMHA. [Ipu arnmukoreHose pazMepsl nedeHu
He yBenuuuBaroTcs. CXOAHBIMU IPU3HAKAMU MPAKTUYECKU BCEX MALMEHTOB C TAaKOM MaTOJIOTHeH
ABIIAIOTCA HM3KHH pocT W ocreoneHus. lIpm STOM pas3nuyHblE OTJAJIEHHBIE CHUMIITOMBI,
BCTpEUaroliecs: Mpu MPOYMX THUIAX TIIIMKOTeHO30B, He HaOmtomarorcss mpu tume 0. Kpaiine
penko I'b 0 Tuma Moker MaHU(ECTUPOBATh C TUIEPIIIMKEMUH M TIIOKO3YPHUH, YTO MOXKET
BBI3BaTh ONpPEAEICHHbIE TPYAHOCTU IPU MIOCTAHOBKE ANArHo3a.
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[Ipouecchl TIIOKOHEOT€HE3a M OKHUCJIEHHMS JKUPHBIX KHCIOT OCTAlOTCS HMHTAKTHBIMHM, 4TO
o0BsicHAeT Oojee Jerkoe TeueHHe JAHHOTO THIA TJIMKOTE€HO3a IO CPAaBHEHHUIO C MPOYMMHU
neyeHouHbIMU (GopMaMu 3abosieBaHusa. Tem He MeHee, mpu Oosiee JUIMTEIHLHOM TOJIOJIaHUU
Pa3BUBAIOIASCS TsXKEasi TUTIEPKETOHEMHUS U BHICOKUE KOHIEHTPAIMK KUPHBIX KUCJIOT B KPOBU
MOJIABJISIIOT BBICBOOOKICHHE alaHMHA W3 CKEJETHBIX MBI, YTO MPUBOAUT K YTHETCHHIO
IIPOLIECCOB IIFOKOHEOT€HE3a U YCHIIEHUIO TUIIOTIMKEMUH.

[Ipu wmprmmeunoit ¢popme I'b 0 Tunma otmedaercs runeprpoduyeckas KapAHOMHOIIATHSI,
HEMEePEeHOCUMOCTh (PU3MYECKUX HArpy30K, HApYIICHHUE PUTMA Ceplia BIUIOTh 10 €r0 OCTAaHOBKH.
JlaGopaTopHble U3MEHEeHMsI

[Ipu uccnenoBaHuM KPOBH OTMEYAETCS THIOTJIMKEMHS M TUIIEPKETOHEMHUsI HATOLIAK, a TaKXKe
TUIIEPTIIMKEMUS U JIAKTaTaluA03 nocie eabl. [1oBbleHre ypoBHs JIakTaTa U JIMIIKJIOB B KPOBU
MOCJI€ BBEJEHUS TJIOKO3bl WIM TalaKTO3bl CIY)KUT HAJICKHBIM JTUATHOCTUYECKUM KpPHUTEpUEM
neyeHouHoi ¢opmbl I'b 0 tuma. Ilpu Mbimednoi ¢opme comepkaHue TIIOKO3bI B CBIBOPOTKE
KpOBU HAaXOJUTCA B MpeJerax HOPMBI.

MonekyasipHasi AMarHOCTHKA

JuarHo3 moker ObITh BepuduuupoBaH Ha ocHoBanuu JIHK-amanmmza mpu oOHapyKeHUH
COOTBETCTBYIOIIECH MyTallNH.
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JTAODEPEHIIUAJIBHASI TUATHOCTHUKA TVIMKOT'EHOBOM
BOJIE3HU

[TockonbKy OOJBIIMHCTBO HauOOJIEe YaCTO BCTPEUAIOIIUXCS B MpakTHKe TUHOB I'b mpotekaer ¢
TUIIOTIIMKEMHEH, TO TU(PepeHIINaIbHYI0 JTUArHOCTUKY STOW IMaTOJIOTHH B TEPBYIO OdYEpelb
CIIEyeT MPOBOJUTH C APYTUMH TUIOTJIMKEMUYECKUMH COCTOSHHSAMH, a TAK)Ke MEXKIY pPa3HBIMH
TUIIAMH TJIUKOTEHO30B.

Enunoii kmaccuukanuym THUIOTIIMKEMUYECKUX COCTOSHUM Ha HACTOAIIMH MOMEHT He
CylIecTBYeT. BONBIIMHCTBO COBPEMEHHBIX AaBTOPOB PYKOBOJACTBYIOTCS MAaTOT€HETHYECKHUMHU
MexaHu3mamu pasButus runorimkemuid. B 2006 r. .M. [IlenoBsiM 1 coaBT. ObLTa MpeioKeHa
KJaccu(UKanusl TUMOTTTMKEMHUUECKUX COCTOSHUM, YYMTBHIBAIOIAs BO3pPAcT MAIMEHTOB, BpEMs
BO3HHMKHOBEHUS IIPUCTYIIOB, COMYyTCTBYIOIIYIO MAaTOJIOTHIO, TIPHEM MEIMIMHCKHX IPEenaparos,
NUTAHUE U HACIICACTBEHHOCTh:

1. TpaH3uTOpHBIE THIOTINKEMHUH HOBOPOKIEHHBIX

®  TPaH3UTOPHBIA THIIEPUHCYIMHHU3M (HOBOPOXKACHHBIC OT MaTepel, CTPAJAIONIUX CaXxapHBbIM
nrabeToM, B ClydasiX, KOTJa pPOKEHHIIE BBOIMIUCH PACTBOPHI TIIOKO3BI, NIETH C TSKEIBIM
(deTaabHBIM 3pUTPOOIACTO30M H JIP.);

®  HEJOCTATOYHBIM 3arac IIMKOTeHa B MEYEHH, HEIOCTATOYHOE KOJIMYECTBO XHUPOBOW TKAHU
(BHYTpUYTpOOHasi 3a7iepKKa pOCTa, HEJTOHOMICHHOCTh, IUIAIICHTAPHBIC HAPYIICHHS, YacTHYHAs
OTCJIOWKA IUIAIICHTBI; MHOTOIUIOZAHAs OEpPEeMEHHOCTh M TOKCHKO3 y MAaTepH BO BpeMs
OEpEeMEHHOCTH);

®  HECOOTBETCTBHE BBICOKOHW HHEPreTUYeCKOW NOTPEOHOCTH W HE3HAYUTEIbHBIX 3aracoB
cyocTpata (HOBOPOXXICHHBIE C HHM3KMM BECOM M TSDKEJIOW CONYTCTBYIOLICH ITaTOJIOTHEH,
Harpumep, pecrupaTopHbIM JUCTPECC-CHHIIPOMOM, NepUHATATHLHON acuxcuet,
HNOJUIUTEMHUEH, TUITOTepMHEHN, TeHepaTu30BaHHONW MHGEKIMeH, cepIeuHOd HEeA0CTaTOUHOCThIO
u ap.).

2. T'unorjMkeMHM NpH CONYTCTBYIOLIEH NATOJTOTHM:

OITyXOJIH,

cepAeyHast HeAOCTaTOYHOCTb,

3a00JIeBaHUs [TIEYECHH

Maspus;

rapest.

I'unorukeMuu BejecTBHE OTPABJIEHHS J1eKAPCTBEHHbIMHU CPeICTBAMMU

OTpaBIICHHE BaIBIIPOATAMH;

OTpaBJICHHUE CAITUIIIATAMH;

OTpaBIICHHE CaXapOCHIDKAIOMIMMU TIperapaTaMu.

I'unorjukeMuu, BO3HUKAIOIIHE MOCJe MpHeMa MUIIH:

rajJakTO3eMHs;

bpyxTO3emus;

OTpaBIICHUE ATKOTOJIEM;

sIMaiicKasi pBOTHasi 0OJIC3Hb,

OTpaBIIEHUE aTPAKTUIO3UIAMH.

I'unorjaukeMuyecKue cOCTOSTHUS, BOSHUKAIOIIHNE BCJIEICTBHE IOJT0MAHNS .
SHJIOKPUHHBIE HapylmieHus (TUNEPUHCYIMHU3M, TUIOKOPTULHU3M, HEI0CTaTOYHOCTb
COMAaTOTPOIHOI'0 TOPMOHA, MMAHTUIIONMUTYUTAPU3M U JIP.);

e  HapylleHue oOMeHa YTJIEBOJIOB (nedpurmr ¢bpyxTo30-1, 6-mudocdarassr,
docdoenonmnupyBaTkapOOKCHIIa3bl, MUPYBATKAPOOKCUKHUHA3HI U JIP.);

e HapymeHus OOMEHa aMHHOKUCIOT (TUPO3UHEMHs, HETEepPeHOCHMMOCTb JeWlnHa, OOJe3Hb
«KJICHOBOTO CHPOIIa» MOYH U JIp.);

._U‘I.....:b...p.).....
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e  HapylleHHE OKUCJIECHUS CBOOOJHBIX JKUPHBIX KUCIOT (HEAOCTaTOYHOCTh KAPHUTHHA, allWiI-
KoA-neruaporenassl cpeiHe- M JUIMHHOLETOYEYHBIX KHUPHBIX KHCIOT, OKCHMETHUITITYTapHiI-
KoA-nua3sl, KapHUTHHIIAIBMUTOWITPaHChEpas u ap.);

e nedunur cyocTparta (KETOTHYSCKUE HITH KETOHOBBIE TUTIOTITMKEMUHN ).

Kpome Toro, I'b crnexyer nuddepeHumpoBaTh OT BUPYCHBIX I'emaTuToB, Oone3Hu Buibcona,
reMOXpoMaTo3a, 01-aHTUTPUIICUHOBOM HEJAOCTaTOYHOCTH, Oose3Hu ['omie U Apyrux COCTOSHHM,
IPOTEKAIOIIUX C TOPAKECHUEM TICUCHH.

[Tpu BOBNEUEHHUH B MPOLIECC MBI HEOOXOIUMO MPOBOANUTH AUPPEepeHIINANBHYIO JUATHOCTUKY
C TporpeccHpyomeil MplmeyHoil auctpodueit (Hampumep, muomuctpodpus J[romena) wu
MHOIATHSAMH Pa3JIMYHOTO MPOUCXOXKICHUs (HAIpUMep, MOJIMMHO3MT). KimHM4Yeckas KapThHa
TeHEepPATM30BaHHOM  (OpPMBI  TJIMKOT€HO3a HAIOMMHAET TAaKOBYID TPH  MHOKApJAHWTE,
¢bubposnacTose cepana u 6one3Hu Boirpmana.

[Tpy HamMuYMM CyIOPOKHOTO CHHIPOMA CIEIyeT UCKIIOYUTH MapOKCU3MAIBHBIE PAacCTPOMCTBA.
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JJEYEHME JIETEN C IJITMKOI'EHOBOM BOJIE3HbBIO

Crnemuduueckoe sedenue ['b 10 Hacrosiero BpeMeHM He pa3paboTaHo. OCHOBHBIM BUAOM
[IATOTCHETUYECKOW Tepalnuu SABIISIETCS PEKUM IMTAHMS M JMETa, HAIPaBICHHBIE Ha
npenynpexaeHue u  O0opb0y ¢ TUIOIIMKeMHEH, MeTaOOJMYEeCKUM alMJ030M, KETO30M,
TUIEPIIMINIEMUCH, KOPPEKIHIO HAPYIICHUH (YHKIMOHAIBHOTO COCTOSHUS TenaToOMIMapHON
CUCTEMBI 1 JKEIyJOYHO-KUIIEYHOIO TPAKTA.

Huemomepanusn

[Ipu ycnoBuM aJeKBaTHON AMETOTEpamUM BO3MOXKHO MHHHMH3UPOBATH MeTabonInyecKue
HApYILICHUS, CBA3aHHBIE C TEYCHHEM OOJIE3HH, a TAKKE CHU3UTh PUCK PA3BUTHS OTCPOUECHHBIX
ocnokHeHui. COOTHOIIEHHE OCHOBHBIX MUIIEBBIX BEIIECTB B MUTAHUU OOJIBHBIX C PA3TUYHBIMU
TUIIAMH TJIMKOTEHO3a OTIMYHO OT TAKOBOTO y 3/IOPOBBIX J€TEH M3-3a MOBBIIICHHUS COJICPIKAHUS
YIJIeBOJOB U OeNka M CHUXKEHHS JOJM XUBOTHOTO >XKupa. BBUIy ocobeHHOCTEll MeTabonu3ma
npu pa3IngHbIX BuAax ['b BO3MOXXKHO MPEerMyIIECTBEHHOE YBEIUYCHHUE MTOTPEOICHNUS YIIIEBOIOB
(I Tun) nmm >xuBoTHOro 6enka (III, VI u IX tunsl). CHUKEHHE COllepKaHus KHUpa B JIEUYEOHBIX
JMieTax HaIpaBJICHO Ha KOPPEKIIMIO UMEIOIINXCS HApYIICHHUH JTUIHAHOTO OOMEHa.

bonbuioe 3nauenue, ocobenno s nanueHToB ¢ | tunom I'b, npuaaroT opranuzanuu 1poOHOTO
NUTAHUS C PABHOMEPHBIM PACHpeIesIeHUEM JETKOPACTBOPUMBIX YIIIEBOJIOB B TEUEHUE CYTOK; C
9TOM IENIbI0 KOJMYECTBO MPHUEMOB MHILIM YBETUYHMBAIOT 10 6—8 pa3 B JeHb (BKJIIOYAs paHHUN
3aBTpak B 6—7.00 u no3auuil yxuH B 22.00), 4TO 1MO3BOJISIET MOAJIEPKUBATH HOPMOTITMKEMHUIO.
[Ipy KOHIEHTpalMU TIIOKO3bI HIDKE 2,5 MMOJB/II JOMOJHUTENBHO BBOIAT 1—2 HOYHBIX
KOPMJICHHUSI.

HeoTwemiemoit cocTaBisitoliei AUETHI SBISAETCS Ha3HAUYEHHE CHIPOrO KYKYypy3HOTo Kpaxmara,
UMEIOIIETO  CBOWCTBO  MEUIEHHO W  HENPEphIBHO  PACHICIUIATHCS  IMOJA  JIHCTBHEM
NaHKPEeaTHYeCKOW aMmia3bl 0 IJIIOKO3bI, YTO TI03BOJIAET OOOWTHUCH ©0e3 dYacToro
KPYIJIOCYTOYHOTO KOpMJIEHHS. B cBsA3M ¢ 0COOEHHOCTSMHU MOJIEKYJIIPHOTO CTPOCHMS, YCBOCHHE
TJIIOKO3Bl M3 KYKYpY3HOTO Kpaxmalia BbIIIe, 4eM U3 KaprodenbHoro. IlepBbie MOMBITKH
UCIIOJIb30BAaHUS CBIPOTO KYKYPY3HOTO Kpaxmalja HpeANpUHUMAIOT K KOHIYy 1-ro roja >KU3HH
pebenka. Kpaxman cMemuBarOT ¢ BOJOM, O€371aKTO3HBIMH/O€3CcaxapO3HbIMU CMECSIMH, COEBBIM
MOJIOKOM WJIH € APYrMMM HalmUTKaMM, HE COAEpXKalllMMU caxapa, KOTOpble MOJydaeT peOeHOK.
Jlns MyazeHIeB M AeTell paHHero Bo3pacTa IiefieBasi 71032 KyKYpY3HOTO Kpaxmayia COCTaBIISIeT
nopsiaka 1,6 r/kr (kaxnaple 3—4 4, BKIIIOYas HOYHOM NpHeM), a A MalUEeHTOB, JOCTUTLIMX
IIKOJILHOTO BO3pacTa, OHa Bo3pacraeT 110 1,7-2,5 r/kr (kaxapie 4—6 ).

[IpumeHeHne Kpaxmaja TO3BOJSIET JOCTMYb M TOAJCPKHUBATh  YJIOBIECTBOPUTEIbHYIO
KOHIICHTPAIMIO TJIFOKO3BI B KPOBU B CpPEeHEM Ha MPOTsuKeHWH 4,25 9 (nmana3oH ot 2,5 1o 6 u).
[Ipy OCyIIECTBIEHUU PETYISIPHOTO KOHTPOJI TJIMKEMHH MOXET CHHM3HUTbCS CTENEHb
BOBJICYEHHOCTH TTOYEK B MATOJIOTHIYECKHIA TIPOIIECC.

C 2007 r. nmpu nuerotepanuu I'b mpumensercs HOBBIH BUA KpaxMmana (HeoOpaOOTaHHOIO
MoupuIpoBaHHOTO KyKypy3Horo — oOo3HaueHne «WMHM20»). Hcnons3oBanue ero B
nuere B fo3e 2,0 r/Kr (CMEImaHHOTro ¢ BOJIOM) COMPOBOXKAAIOCH Y OOJIBIIMHCTBA HAOII0JaeMbIX
narenToB ¢ la, Ib w Il tumamum I'B moctmkenwem OOJbIIEH MPOIOIKHTEIBHOCTH
HOPMOTJIUKEMUN U Ooyiee OIaronpuUsTHOTO METa0OJIMYECKOro KOHTPOJSA (IO CpaBHEHHUIO C
NPUMEHEHHEM TPAJUIIMOHHOTO KYKypy3HOTO Kpaxmara).

[lpu nueroTepanuu TJIMKOT€HO30B BAXKHO COOINIOJIEHHE OMNPEICNCHHOIO pPEeXHMa IMUTaHUS.
[TepBBIii TpEeM MUY KaK MPaBWIIO HazHa4YaroT Ha 5—6.00 yTpa, OH MOXET COCTOSTh W3 KalllH,
OTBApHOM BEpMHUIIENH, 4Yas C IJIIOKO30H, Jajee cIelyloT OCHOBHOM W 2-i 3aBTpak, olen,
NONIHUK, YXuH. [locnemnnii mpuem mwmnu npuxoautcs Ha 22-23.00 94, COCTOUT TJIaBHBIM
o0Opa3om u3 kedupa U 00€3KUPEHHOTO TBOpora. B 24 4 u mpu HE0OXOIUMOCTH HOYBIO JAIOT
KYKYpPY3HBIN Kpaxmall.
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CpennecyTouHble HOPMBI NMOTPEOHOCTH B MHUIIEBBIX BEUIECTBAX M JHEPrHHM AETEH C 4YacTo
BCTPEUAIOIIUMHUCS TUITAMHU TJIMKOT€HO3a MPEJICTaBICHHI B Ta0I. 3.

Tabauua 3. [TorpeGHOCTh B OCHOBHBIX MHIIECBHIX BEMIECTBAX U YHEPTHH JACTEH C TIIMKOTCHOBOW OOJIE3HBIO

HNHrpeaueHTsl Bo3spacr (roasr) % Ot
1-3 41-6 7-10 11-13 14-17 CYTOYHOM
M | I M | J | xanopuiinocrn
Tnukoeenosas 6onesnusv I muna
Benku, r 64 82 98 114 104 124 108 17
Kupsr, T 28 36 43 50 46 55 48 17
Yruesonsl, T 248 317 378 443 402 483 419 66
KanopwuifHOCTB, KKaI 1540 | 1971 | 2351 2749 2502 3000 | 2607 100
Tuxozenosas 6onesus W, VIu IX muna
Benku, r 75 96 115 134 122 146 127 20
Kuper, T 41 53 63 74 67 81 70 25
Yriesonsl, T 207 261 315 368 337 402 349 55
KanopwuifHOCTB, KKaI 1538 | 1957 | 2349 2746 2505 3000 | 2603 100
Duszuonocudeckas Hopma

Benku, r 53 68 77 90 82 98 90 14
Kuper, T 53 68 79 92 84 100 90 31
Yruesonsl, T 212 272 335 390 335 425 360 55
KanopwuifHOCTB, KKaI 1540 | 1970 | 2350 2750 2500 3000 | 2600 100

CopgepxaHue JIETKOYCBaMBAa€MbIX YIJIEBOAOB cocTaBisier 5-20% oT o0O0mero Ccyro4Horo
KOJINYECTBA YIJICBOJOB MUINM, NMPEHMYIIECTBEHHO 3a CUeT IIOKO3bl — B cpeaneM 40-80 T
TJIIOKO3bI B CyT. B CBfI3M CO CKJIOHHOCTBHIO OOJBHBIX TIIMKOT€HO30M K Pa3BUTHUIO alK03a U
TUIEPIIAKTATEMUN CIIEyeT OrpaHMYMBATh MM TOJTHOCTBHIO MCKIIOYATh W3 paloHa caxapo3y
(numieBol caxap), GpyKTO3y U rajakTosdy, T.K. 3TH caxapa y nauueHToB ¢ I'b oOMeHuBaroTcs He
JI0 TITFOKO3bI, KaK y 3/I0POBBIX, @ JI0 JIAKTATa, YTO MOXKET yCYTyOIsTh JTaKTaTaIHI03.

B cBs3u ¢ BBIpOKEHHBIMH HapylICHUSIMHU (QYHKLIHMU TEYEHH M KEeTYEOTHeNIeHUs OOJbHBIM C
TJIMKOT€HO3aMH Ha3HA4daloT aueTy Ne 5, JHUIIEHHYI0 AKCTPAaKTUBHBIX BEIIECTB, MPOIYKTOB,
6orateix 3(UPHBIMU MACIaMU U OPTaHUYECKUMH KHCIOTaMH, KUPHBIX, OCTPHIX U MPSHBIX OO,
npurpaB. VICKITIOYAIOTCST JKUPOBBIE TPOMYKTH (CIMBOYHOE M TOIUIGHOE MAaclio, CMETaHa,
CJIUBKH), OOraThblii XOJIECTEPHUHOM SIMYHBINA O€JOK, KOHIUTEPCKUE M3JEIHS C KPeMOM, MsArKas
cnoOHast BhIeuka. OTpaHWYMBAIOT WM HMCKIIOYAIOT TMPOAYKTHI, Cofepikamiie (pykToy H
rajakTo3y: NUIIEBOM caxap, LEJIbHOE MOJIOKO M €ro NMPOMU3BOJHBIC, COAEPIKAIINe MOJOYHBIN
caxap (J1akTo3y), PpYKTHI (CBEXHE U CYIIEHbIE), KOPHEIUIObI, IIMHUHAT, II[aBelb, BCE CIAJKUE
KOH/IUTEPCKUE W3JEeNusl, IUI0I00BOIIHbBIE KOHIIEHTPUPOBAHHBIE COKH, (PYKTOBBIE BOBI, ME,
BapeHbe, CHPOIbI, KOH(PETHI, a Tak)Ke HEKOTOphle MEIMKAMEHTHI, cojepxamue caxap. s
OpeIyNpexaeHUus]  pa3BUTHs ~ KETOalUa03a  MPOTUBONOKA3aHbl  MPOAYKTHI,  Oorarele
CpeIHENENOYeYHBIMU TPUTIHUIIEPUIaMHU (KOKOCOBOE MAacio, HEKOTOPBIE CIEIHNATH3HUPOBAHHBIC
CMECH JJISl SHTEPATbHOTO UTAHMS).

PexoMeHI0BaHBI HEKMPHBIE COpTa Msca W PHIOBI, BCE KPYIbI, MaKapOHHBIC HM3JCIHS, SIMIYHBIN
0eJI0K, MOJIOKO, KeHp, HOTypThI )KUPHOCTHIO He Ooee 1,5%, 00e3KUpEeHHbII TBOPOT, HEOCTPHII
CBIp KUPHOCTHIO 5—-10%, MOACYIICHHBIN MIITEHUYHBIA XJ1€0, CyXHe HECIaIKNe TaleThl, CIaI0CTH,
NPUTOTOBJICHHbIE Ha TJIIOKO3€, (PPYKTHI M OBOLIM, COAEp)KAIME CPaBHUTEIBHO HEOONbIIOEe
KOJINYeCTBO (PPyKTO3bI (JIMMOH, 3€JCHBIC SOJOKH, KITFOKBA, 3eMJISTHUKA, 00JIenuxa, KapTodess),
BCE BHUJbI KamycThl (OelOKayaHHYI0 — YMEPEHHO), OrypIbl, TOMaTbl (OrpaHUYEHHO), THIKBA,
Ka0avyoK, MaTHCCOHBI, OakilaXaHbl, JTYK-MIOpPeH, oropoaHas 3ejeHb (OrpaHUYEHHO), (PPYKTOBBIE
COKHM, pa3z0aBleHHbIe Ha 1/2 KUNSYEHOW BOJOW, HEKPENKHH 4Yail, OTBapbl W MOPCHI,
NPUTOTOBJICHHBIE U3 pa3pelieHHBIX (PYKTOB M ATOJ C JOOABICHHEM TIFOKO3BI, PACTUTEILHOE
Maclio (MOACOIHEYHOE, KYKYPY3HOE, JIbHSIHOE, COEBOE, PAliCOBOE, THIKBEHHOE) B KOJIMUECTBE 3-
4 4.71. B 1eHb (00aBIIATh HETIOCPEACTBEHHO B OJI10/12).
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JersaM ¢ | TUIOM IJIMKOreHO3a MOKa3aHO NPUMEHEHUE HU3KO- M Oe3JaKTO3HBIX CMeced JUIs
nuTaHus Jeted 1roma KU3HM HAa MOJIOYHOM M COEBOM OCHOBE, CMECH JUISI DHTEPAJIHHOTO
NUTAHUSA, JIMIIEHHbIE JAKTO3bI W HE COJAEp)KallMe CpeAHELENOYEeUHbIX TPUIIIMLEPUI0B
(Hyrpuson, I'omnanaus; Knunyrpen Auaber, lIBeiuapus u ap.).

[Tpunnumner neyedHoro nmutanus npu ['b 11l Tuma cxomaHs! ¢ TakoBBIMU mpu OoJie3HH THIA |, HO
MOCKOJIBKY TEHJICHIIMSI K TUIIOTJIIMKEMUU MEHEE BBIPAXKEHA, TO JUISl MOAJIEPKAHUS HOPMAILHOTO
COJEpXKaHUs TJIOKO3bl B KPOBM B HOYHOE BpeMs JOCTAaTOYHO HCIOJIb30BaHUS CBIPOTO
KyKypy3HOTo Kpaxmama. Takum oOpa3om, aumera npu rimkorenose Ttumna |l menee
PECTPUKTHBHA, U OIpaHMYEHMs caxapa IIpH HeW 3adacTyro He TpeOyercs. Paspemiaercs Taxxke
NpUMEHEHHE B pallOHE MMUTAHKs TPYIHOTO MOJIOKA, CTAHIAPTHBIX €r0 3aMEHUTENCH WiIh cMecen
C IOBBIIIEHHBIM cojepkaHueM Oenka. Ilockosbky muIiieBble O€NKH CIIy)KaT HCTOYHUKOM
AMHHOKUCIIOT, SBISIOMIMXCS CyOCTpaTOM TJIIOKOHEOTeHe3a, UX MOTpeOJeHne CHOoCOOCTBYET
YMEHBIICHUIO YIJIEBOAHON Harpy3Ku (MOTEHLMAIBHO MPUBOJSAIIEH K Pa3BUTUIO T'MIIOTIMKEMUN
W JIaKTaTanuuo3a), a npu |l tune — u ynyumienuro MpleyHoro ooMeHa oenka.

[TocTossHHOE MHTparacTpajbHOE NUTAHWE NPUMEHSIOT B HOYHOE BpEMs IyT€M 30H/I0BOIO
BBEJICHUSI THTATEIBHBIX CMECEW, C aHAJOTHYHOW IENBI0 MOTYT HCIHOJB30BATHCS PACTBOPHI
[JIIOKO3bl (IIPU  YCJIOBUM MEJUIGHHOTO M KOHTPOJIMPYEMOI'O IIOCTYIUIEHHS B OPraHU3M).
WMHTEHCUBHOCTD MOCTYIUICHUS MIUTATEILHON CMECH OIPENEISIETCSI CKOPOCTHIO (PH3UOTIOTHUECKON
IPOAYKLMH TJIFOKO3bI IEUEHBIO: B MJIa/IGHYECKOM BO3pacTe OHa cocTamisieT npuMepHo 8—10 mr
roKO3b/KT B MuH. K cokanenuto, 3ppeKTuBHOCT AMETOTEpANuy 3a4acTyl0 CHIDKEHA H3-3a
TOT0, YTO MAL[MEHTHI IONIPOCTY HApYLIAIOT €e.

Heo6xoauMocTh mpuMEeHEHUs] BUTAMHUHOB, MUHEPAJLHBIX BEIIECTB U BUTAMUHHO-MHHEPAIBHBIX
KOMILJIEKCOB 00YCIIOBJIEHA TPEUMYIIIECTBEHHO JE(PUIUTAPHOCTHIO PECTPUKTUBHBIX JAUET 110 PSAAY
MHUKpOHYTpHUEHTOB (ocobenHo mpu | tumne 3aboneBanus). LlenecooOpa3HOCTh MPUMEHEHHUS TEX
WIA MHBIX BUTAMUHHBIX IIPENapaToB, MUILEBBIX J00AaBOK C COJEpPKAHUEM MHUHEpPaIbHbIX
BEIIECTB MM BUTAMUHHO-MHHEPAIHHBIX KOMIUIEKCOB OTPEICISIETCS JISHal[iM BPAdOM.

Meoukamenmo3snaa mepanus

B xommiexkcHoM seyeHMM OOMeHHBIX HapymieHuil npu ['B  menecooOpa3Ho BBeneHue
Koxkapboxcunazvl, crnocoOcTByromei oOpasoBanuto anuia-KoA. Ilpum nedpunure kapHUTHHA
IIOKa3aHa 3aMECTUTENbHas Tepanus Jjgesoxaprumunom. Ilpm BTOpHYHBIX oOcnoxHeHUsAX ['b
(BTOpUYHbIe TYOyJIONaTHH, IEYEHOUHbIE U OMIMapHble JUCHYHKIIMHU U Ip.) TOBOAST KOPPEKIIUIO
TYyOYJSIPHBIX PACCTPOMCTB, OCTEONOPO3a, YCTPAHEHNE 3aCTOMHBIX SIBJICHUH B JKEITYHOM ITy3BIpE
(IpUMEHEHUE JiceuecOHHbIX Npenapamos, TOBBIIIEHUE 3BaKyaTOPHOW (DYHKIMH >KEITYHOTrOo
My3bIps), HA3HAYAIOT 2enamonpomexkmopwvl, aunompontvle eewjecmea. OCHOBHBIM JIEYEOHBIM
MEpONpPHUATHEM TPH BO3HUKHOBEHHMM METAa0OJIMYECKOTO alu03a SBISETCS BHYTPUBEHHOE
BBEJICHUE WYENI0UHbIX PACMBOPO8 HAMPUs 2uOpoKapbornama.

B cnyuyae paszButus ammno3a HeEoOXOIMMO BBelIEHHE pacTBopa coiabl (1-2 MMOJB/KT B CYT B
4 mpuema) nin nutpara kamms (5-10 MEx kaxapie 8-12 4). C aHTUIPOTEHHYPUUYECKON TENBIO U
JUIS TIpeOTBpAIEHUs] yXYyAEeHUs] QYHKIHUN MOYEK BO3MOXKHO HCIIOJIb30BAHHUE UHUOUMOPOE
aumsuomeH3uHnpespawaioujeco epmenma (kanmonpun, pamvunpun). Ilpn HedpokaabIMHO3E U
HePpOJIMTHA3E MO MMOKa3aHUSIM BBIIOJIHIIOT YPECKOKHYIO YIaPHO-BOJIHOBYIO JIMTOTPHUIICUIO WM
XUpyprudeckoe yieueHue. [Ipu pa3BuUTHN THIIEPYPUKEMUN HEOOXOMMO IPUMEHSTD A/LI0ONYPUHOL
(10 mr/xr B cyr, B 3 mpuema). EciM KOHLEHTpauusi TPHUIIUIEPHIOB B CHIBOPOTKE KPOBHU
coxpansiercs Bbimie 10 MMOJIB/JI, HECMOTpPS Ha JUETOTEpANHio, HEOOXOIMMO Ha3HAYaTh
npernaparbl, CHWXKAIOIIME WX YpPOBeHb (HukomuHnoeas Kucioma, Guoépamul), YTOOBI
YMEHBIICHUTh PUCK PAa3BUTHS XOJEIUTHA3a U MaHKpeaTuTa. Y B3pPOCIBIX ManueHToB ¢ I'b npu
0oOHapyXeHHH CTOMKOTO MOBBILIEHUS YPOBHA XonecrepuHa (6onee 8-10 MMoIb/1) Takke MOTYT
HIPUMEHSATBCSA CIMAmuHbi.

Vcrionb30BaHuE  epanyioyumapro2o  KoloHuecmumyaupyrowezo ¢akmopa (I-KC®D) npu
IJIMKOTeHO3ax TUma |b mo3Boisier BOCCTaHOBUTH (DYHKIMH KPAacHOTO KOCTHOTO MO3ra,
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CKOPpPEKTHPOBATh HEHUTPONEHHUIO, CHHU3UTHh CTENEHb TSKECTH OaKTepHalbHbIX WH(EKINH,
BOCTIAJIUTEIPHBIX M3MCHEHHI KUIIIEYHUKA U META0OINYSCKUX HAPYIIICHHUM, YIYUIIUB TEM CAMBIM
nporuo3 3aboneBanus. JiurensHas tepanus ['-KC® mpoBoautcest B 103¢ 5 MKI/KT Macchl Tena
HA WHBEKIHIO 10 2-3-X BBeneHud B Hen. [lanmenrtam, nomydaromum sedeHue [-KCOD,
PEKOMEH/IOBaH TIIATEIbHBIH MOHUTOPHHI pa3Mepa CeIe3eHKH (CIIEHOMETaNNs), KIMHUYECKIX
napaMeTpoB KpPOBH (TPOMOOLMTONCHMS) W IUIOTHOCTH KOCTEH (OCTEOmopo3), a Takke
perynspHoe HaONMIOJeHHE y remarojora U OHKojiora (kapuuHoma mouek). [lpu nedenuu
BOCTIJINTENBHBIX 3a00JeBaHMN KumleyHuka dvacto d¢¢exktuBHa komOuHamusa [-KCO wu
MPOU3BOJHBIX S-amunocanuyunogotl kuciomol. OTHAKO B HEKOTOPBIX CIIy4asX TaKoe JICUCHHE He
UMEET yCIexa, 4To TpeOyeT IPyrux TepaneBTHICCKUX MOIX0I0B. | TIOKOKOPTUKOUIHAS Teparus
B TaKUX CUTYyallUAX OOBIYHO HE MOKAa3aHa, YYUTHIBAs CTEPOUA-UHIYLUPYEMBIH TITHMKOTE€HOIU3,
BO3MOXKHOCTh ~ yCYI'YOJIGHHs ~ JlaKTaranujo3a ©  runepiunujaemun.  [IpuMeHeHue
UMMYHOCYNPECCAnmos (Memompexkcam, a3amuonpun u 6-mepkanmonyput) COIPOBOXKIACTCS
PUCKOM H30BITOYHOM HWMMYHOCYNPECCHUM W YCWICHUS HEUTPONEHUH Yy TALUEHTOB C
rnukoreno3om tuna Ib. Jledenue adarumymabom (peKOMOMHAHTHBIC YEIOBEYECKUE aHTHTENA K
bakTopy HEKpo3a OIyxoJiei) ObUIO MPOBEACHO y OJHOrO OOJILHOTO C TiIMKoreHo3oMm tumna Ib,
MMEBIIET0 BOCHAIUTENbHOE 3a00JieBaHME KUIIEYHUKA, pedpakTepHOe K CTaHIAPTHOMN
JICKapCTBEHHOM TEpaIny, U 0Ka3aoch 3PPEKTUBHBIM.

UpesBbIUaiiHO BaKEH BOIIPOC 10020mosKu nayueumos ¢ I'h Kk onepamusHbimM eMeuamenbcmeam.
[lepen mpoBeAeHHEM KaKUX-TUOO XHPYPrUYECKUX MAHUMYIALMA Yy TaKuX TMalUEHTOB
HEOOXOUMO HOPMAJIM30BaTh IOKA3aTeld CBEPTHIBAEMOCTH KPOBH (CKOPOCTh arperanuu
TPOMOOIIMUTOB) IOCPEJICTBOM MPOJOJDKUTEIHLHOTO MUTAHUS Yepe3 Ha30racTPaIbHBIA 30HI
(HempepbIBHO B TeueHHE 1 HEM) UK MOCPECTBOM BHYTPUBEHHONW MH(DY3UU TITIOKO3HI B TEUCHHE
24-48 4. B 10- ¥ mMocieonepanuoHHOM MEPHOC KpallHe BaXXEH PETrYJISIPHBIN KOHTPOIb YPOBHSI
[JIIOKO3bI U JIaKTaTa B KpoBU. Tepamus ouazokcuoom B HU3KOW J03€ IMO3BOJSIET MPOJJIUTH
HOPMOTJIMKEMUYECKHUI TEepUOoJ TOCIe MPUHATHS THUIIH, a TakKe MOXKET CHU3UTh YPOBEHBb
TOIIAKOBOTO JIAKTATallM103a U YCKOPUTh BOCCTAHOBJIEHUE B MOCJIEONEPALMOHHOM MEPUO/IE.

Xupypeuueckoe neuenue

Opmomonuueckas mpancniaumayus nevenu (OTII), SBIAACH €AMHCTBEHHO 3(P(HEKTUBHBIM
CIOCOOOM paJMKaIbHOTO JIEYEHMS] TSDKEIbIX (aTalbHBIX 3a00J€BaHUM IE€YEHHW, YCHEIIHO
NpUMEHsIeTCs B Tenuarpuueckod mpaktuke. [Ipm mertabonnyeckux OO0NE3HSIX TMEUYEHU, B
YaCTHOCTH, TMpH TiukoreHo3ax moka3zanus k OTII ycranaBmuMBarOT TpU HATWYUH IHPPO3a
MEYCHU U €T0 OCIOXKHEHHH, Hanboee yacto Bo3Hukaromux npu Il u 1V tune 3aboneanus.

B Hacrosiiee Bpemst onbiT BbinoaHeHus: OTII y nereil ¢ rimkoreHo3amMu BecbMa OTpaHHUYEH,
MO3TOMY  PE3yJNbTaTbl XUPYPTMUECKOTO JIEUEHHUsS HEOJHO3HAauyHbl. Tem He MeHee,
TpaHCIUIaHTaIMs 1iedeHu pu ['b 1mo3BosisieT CKOPPEKTUPOBATh BCe OMOXMMHUYECKHE HAPYIIICHHUS,
BKJIIOYAsl TUIIOTJIMKEMUIO, CBSI3aHHBIE C MOPAXKEHHEM OpraHa, OJIHAKO O CHUX MOp HE SICHO,
CIIOCOOHO JIM Tako€ ONEpaTMBHOE BMENIATEILCTBO OOpPATUTh WM NMPEAOTBPATUTH MOPAKEHUE
nouek. [Ipu stom OTII oObIYHO HHMKAK HE BIUSAET Ha MEPCUCTCHIUIO HEUTPOINIEHUH WU
MIPUBOIMT JIUIITH K BPEMEHHOU €€ KOPPEKITHH.

Ocraercss HEAOKa3aHHOW BO3MOXKHOCTh MPEJOTBPAILECHUS] MPOTPECCUPOBAHUS MOPAKEHUS
MEYECHHU, KOTOPOE MOXKET JaKe€ YCHJIMBAThCA Ha (OHE MMMYHOCYNPECCHBHOM TEparuu IOCIe
OTII. Cpenu ONMUCAHHBIX OCJIOXHEHUN BO3MOXKHBI: XPOHHMYECKOE OTTOPKEHHE TPaHCIUIAHTATA,
nocTTpancPy3uoHHbld Tematut C, TodeyHas HEIOCTATOYHOCTh, MOJArpUYeCKUidl apTPUT U
TpoMO03 BOpOTHOM BeHbI, TpeOyrommii moBTopHoit OTII. Kpome Toro, umerorcs cBeIeHHS O
TOM, YTO y TAIMEHTOB C TJIMKOT€HO3aMH MOTYT OBITh JIOCTUTHYTHI YJIOBJIETBOPHUTEIIbHBIC
CPEIHECPOYHBIE UCXO/BI.

CyiiecTByeT Takxe MHeHUe, uto nepen nposeaeHuem OTII BakHa TiiaTenpbHas OLEHKA pUCKa U
MOJIb3BI, OHa Ielecoo0pa3Ha JHIIb TpPHU BBICOKUX PHCKAX pPa3BUTHsS TeMaTOLEIUTIOJIIPHOU
KapUUHOMBI WMIU JUCHYHKIUU medeHu. [lpu Hamuyuu moKa3aHWNW K TpaHCIUIAHTAlUU
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paccMaTpuBaeTCs BapUaHT COYETAHHOM TPAHCIUIAHTAlMM TE€YeHHM W TI0YEeK B Ciydae
OJTHOBPEMEHHOTO0 HapylleHHus (YHKIUI 3TUX OpraHoB; B JIMTEPATYypPHBIX HMCTOYHHKAX
€000111a7I0Ch 0 HECKOJIBKUX MOJOOHBIX YCIEHIHBIX CITy4asX.

JleueHne aIeHOM OCTAETCS AMIHMPUUECKUM. MOKeT ObITh IPUMEHEHA BBDKUAATEIbHAS TAKTUKA
WIM XUPYPTHYECKOE BMEMIATENILCTBO. Y OOJBHBIX TJMKOreHo3oM b MoxeT BO3HUKHYTH
HE0OXOIUMOCTb B MPOBEACHNUN TPAHCILIAHTALMU MEYEHU JJIS IPEJOTBPALICHUS MaJIUTHU3ALUN
MEYCHOYHBIX a/ICHOM, a TaKXKE€ B Cllyyae BO3HHUKHOBEHHMsI TSDKENOM, pedpakTepHON K JICUECHUIO
TUTIOTJIUKEMUH.

Tpancnianmayus novex TMO3BOJSET CKOPPEKTUPOBATH TOJILKO HApYyIIECHUS (QYHKIUU MOYEK, HE
BJIMSISL HA TUIIOTJIMKEMMUIO.

Tpancnnanmayus kocmuo2o mos2a Oblia MPOBEICHA OJHOMY M3 MAIMEHTOB C INIMKOTE€HO30M
tuna |b, uMeBIIEMY JKU3HEYTPOXKAIOIIME OCJIOKHECHHUS, CBS3aHHBIC C HEWUTPONCHHEH WU
TpoMOouuTonenuei. Ilpu »ToM HabmIOgANOCH YyiydllleHHE METa0OJIUYEeCKOro KOHTPOJIS U
perpeccusi CUMITOMOB, CONPS’KEHHBIX C BOCHAIUTEIbHBIM 3a00JIeBaHUEM KUIIEUHUKA.

ITPOT'HO3

JlokazaHo, 49to paHHWA W OS(QQPEKTHBHBIA TMEPEeBOA Ha CIEHUATU3UPOBAHHYIO JHUETY
CHOCOOCTBYET CHIKEHHIO IOKa3aTeae cMepTHOCTH U 3abosieBaeMocTH nanueHTos ¢ I'b I tuna,
YTO IMO3BOJISIET OOJBIIMHCTBY OOJBHBIX BECTH OOBIYHYIO JKHM3Hb. llpum jpocTmxeHuu
HOPMOIJIMKEMUN METa0O0JIMYECKUEe OTKJIOHEHHUS U KIMHMYECKHE MapaMeTpbl YIydIIaloTcs Yy
OOJBIIMHCTBA MAIMEHTOB, HECMOTPS Ha COXpaHEHWe runepiaunuaemMuu. Yacrora paszBUTHSA
aZIcHOM CHMJKAeTCsl, OAHAKO HE IPEICTABIIAETCA BO3MOXKHBIM IIOJHOCTBIO IIPEIOTBPATUTH
NOpa)KEHHUE MMOYEK, JaKe y MALMEHTOB C XOPOIIUM OTBETOM Ha MPOBOJMMYIO JUETOTEPAIIUIO U
MeJIMKaMeHTO3Hoe JiedeHne. HekoTopble 00sIbHBIE HE JOCTUTAlOT yIOBJIETBOPUTEIBHOIO OTBETA
JIOCTaTOYHOM MPOJOKUTENILHOCTH, B CBSI3U C YEM ISl HUX MOXET OBITh PaCCMOTPEH BapUaHT
COYCTAHHOW  TpaHCIUIAHTAMH  nouek/medeHn. Ilpu  rimkoreno3e Ib moctmxkenue
YIOBJIETBOPUTEIHHOTO METAOOIUYECKOTO KOHTPOJISI MOXKET OBITH 00Jiee MPOoOIeMaTUIHO B CBS3U
C TSKEIBIMU PEUUIUBUPYIOLIMMH HHQEKIUSAMH M BOCHAJIMTEIbHBIMH  3a00JIeBaHUAMU
kumevyHuka. [Ipu |l Tune rmukoreHoza BO3MOXKHO KaK YMEHbIIIEHUE BBIPAXXEHHOCTU KIMHHUKO-
7a00paTOpPHOIl CUMOTOMATHKH, TaK U €€ MPOrPecCUpOBaHUE C Pa3BUTHEM Tskenoro ¢puodposa
MEYEeHU BIUIOTH J10 1uppo3a, Tpedyromero OTIL. I'b IV tuna nanbonee yacTo 3akaHUYMBAETCS
UPPOTHUECKOM  TpaHchopMmanueld TeyeHM U HapylmleHueM (yHKOMM opraHa. bes
COOTBETCTBYIOILIETO XUPYPTUYECKOTO JICUEHHUS TAaKUE JIETH YMHUPAIOT B Bo3pacte 10 5 jeT. Tumsl
VI u IX xapakrepusyrorcst 0ojiee 6J1aronpusTHBIM T€UEHHEM, CUMITOMBI 3a00JI€BaHUS OOBIYHO
kynupyroTcst y B3pochsix. I'b |l Tuma xapaktepusyercs naunboiiee TspkenbiM TedeHueM. [lpu
NO3/1HEll JMarHOCTMKE M HECBOEBPEMEHHO HadaTol (epMEeHTO3aMEeCTUTENbHON Tepanuu
MaIMEeHTHl YMUPAIOT B BO3PACTE MMPUMEPHO 2 JIET.

BEJEHME JETEH C I'TAKOTEHOBOM BOJIE3HBIO

VYuurtsiBas cienuPuKy MeTabOINYECKUX HApYIICHUH, KIMHUYECKHUEe U J1a00paTOpHbIe IPU3HAKU
3a00J1eBaHNs, HEPEIKO MPOTEKAIOIIEro ¢ HEYIOBJIETBOPUTEILHBIM MPOrHO30M, JUArHOCTHUKA U
JedeHne nanueHToB ¢ I'b JomKHBI oCcymecTBIATHCS Ha 3 YPOBHSX:

| — mnepBblii ypoBeHb (MEIUIIMHCKHE OpPTraHU3AIMU, OKAa3bIBAIOUIME IPEHMYIIECTBEHHO
NEPBUYHYI0 MEAMKO-CAaHUTApHYH, B TOM YHCJIE MEPBUYHYK CHEHUAIU3UPOBAHHYIO,
MEUIIMHCKYIO TIOMOIIIB);

Il — Bropoii ypoBeHb (MEIMIMHCKHE OpraHHW3allMH, OKAa3bIBAIOIIME MPEHMYIICCTBCHHO
CHELUAIU3UPOBAHHYI0  MEIMLMHCKYIO  IIOMOINb, HMMEKIIHE B  CBOEH  CTPYKType
CHeUalIi3upOBaHHbIE MEXKMYHUIIUTIAIBHbBIE OTACNEHUS U (MIM) MEXMYHULUIIATbHbBIE [IEHTPHI, a
TaK)Ke paifOHHBIC U TOPOJICKUE TUCTIAaHCEPbI, MHOTONPO(QUILHBIE TOPOICKUE OOIBHUIIBI);
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Il — Tpetmii ypoBennr (Pemepanbubiii — Haydsbiit 1eHTp 370pOBbs aeTeil. MeIUIIMHCKHE
OpraHu3alliy, OKa3bIBAIOIINE CICHHAIU3UPOBAHHYIO MEAMIIMHCKYIO TIOMOIIb, a TaKXke
MEUIIMHCKUE YIPEKICHHUS, OKA3bIBAIOIINE BHICOKOTEXHOIOTHYHYIO METUIIMHCKYIO TIOMOIIIB ).
3agauu I ypoBHs:

1. 3amomo3puth 3abosieBaHHEe 1O KIMHUYECKUM TMpu3HakaMm (OJeOHOCTh KOXKHBIX
MMOKPOBOB, YBEJIIMYEHUE pPa3MEpPOB KUBOTA, TIEMAaTOMEralius, CYIOpPOTH, TpPYIHbIE
npoOyKaeHus, OecloKOCTBO pebdeHKa TMpU JUIMTEIbHBIX MEPUOAAX  MEXKIY
KopmiteHussMu, Hamaue ['b y cubcoB u ap.);

2. ecnd BO3MOKHO, IMPOBECTH HCCIEIOBAHHUE TJIMKEMUYECKUX KpPUBBIX IPH HAarpyske
TJIFOKO3011;

3. HampaBUTh Ha KOHCYJIbTALIMIO B MEUIIMHCKOE yupexkaeHue 11 ypoBHs.

3agauu II ypoBHs:

1. monrBepxaaeTcs (WK UCKIOYaeTcs) nuarHo3 I'b;

2. &IWCmaHCepHOE  HAONMIOACHWE  —  HCIONB3YsSd  PEKOMCHJAIMH,  IPOBOJUTH
JIOTIOTHUTEIBHYIO KIIMHUKO-(YHKIIMOHATIBHYIO TUATHOCTHKY U JICUCHUE.

3agauu I1I ypoBHsa:

1. neranbHOe oOcnenoBanue nanuenta ¢ I'b He pexe 1 pasza B roj ¢ Bbaaueit 3akiI0ueHUs
0 JalbHEHIICH TaKTUKE JICUCHHS,

2. JIHK-mmarsoctuka, mpeHatajgbHas quarsoctuka I'b;

3. IUIaHOBOE JICUCHHUE.

[Tocne mocranoBku auarHo3a «I[JHMkoreHoBast 00JIe3HBY JKeNaTeNIbHO, YUTOObI MIMEHHO Jieyallui
Bpay cOOOIIMII POAUTENSAM O 3a00aeBaHNH UX peOeHka. BecbMa BEpOSITHO, UTO BO BpeMs NEPBOI
Oeceqlbl pOAUTENH B CBSA3H C IIOKOBOW peakliell Ha COOOIEHNE O IUarHO3€ U HEPUBBIYHOCTHIO
MEIUIIMHCKOM TEPMHUHOJOTUM HE CMOTYT YCBOUTH BCIO HEOOXOIUMYIO Il HUX HMH(OPMAIIHIO.
[ToaTomMy BaskHO, 4TOOBI OOBSICHEHHS Bpada ObUIM JOCTATOYHO MPOCTHI U MOHSATHBI JOAM, HE
MMEIOIINM MEAUITUHCKOTO 00pa3oBanusa. C pOIUTEISIMU CIEAYET MTPOBECTH MTOBTOPHYIO BCTPEUY
yepe3 1-2 1OHA W OTBETUTh HA BOIPOCHI, KOTOPbIE MOTYT y HHUX BO3HUKHYTbh. Jlpyrum
COTpYAHUKaM IleHTpa (MEIUIIMHCKUM CECTpaM, TICHXOJIOTaM, COLMAJIbHBIM paOOTHUKAM,
JTUETOJIOTY U JIp.), YYaCTBYIOIINM B JieueHUU peberka ¢ I'b, Takxke cienyer yneauTh BHUMaHUE
poauTensaMu peObeHKa, OOBSICHSS WK aKIIEHTUPYS UX BHUMaHHE Ha HanOoJiee BaXKHBIX acIleKTax
nedenus. Kak m3BecTHO, Jaleko HE BCE POAMTENH CIOCOOHBI aJeKBATHO OIICHUTHh HEKOTOPHIC
KJIIOUeBbIe (PakThl, kKacaromuecs ['b, moaToMy B KauecTBe UCTOYHUKA HHPOPMAITH HEOOXOAUMO
HCIIOJIb30BaTh COOTBETCTBYIOIIYIO JINTEPATYPY, KOTOPas BCer/ia JOHKHA OBITh JOCTYIIHA.
HaubGonpiiee konmuuectBo THNOB I'B OTHOCATCS K HEM3IEUHMMBIM 3a00JIEBAHUSM, B CBSA3U C YeM
MAIUEHTHl HYXKIAIOTCS B aKTHBHOM JTUCHAHCEPHOM HAOIIOACHUM M HEMPEPHIBHOW Tepamnuu B
TEUEHHE BCEU KU3HU.

Jleuenue nanueHToB ¢ I'b HeoOXxoauMoO MPOBOIUTH B CIIEMATM3UPOBAHHBIX IIeHTpax. Tepamnus
HE OTpaHWYMBACTCA paMKaMH MEIMKAMEHTO3HOTO JICYEHHUs: TaKuM OOJBHBIM TpeOyeTcs
KOMILUIEKCHAas MEIUIMHCKAsl MOMOIIb NpPH AaKTUBHOM YYacTHMM HE TOJbKO Bpadeil, HO U
MEJTUITMHCKUX CECTep, TUETOJIOTOB, IICUXOJIOTOB U COIMAIBHBIX PabOTHUKOB. ClieTyeT aKTHBHO
BOBJICKaTh B MpOIlecC JIeYeHHs 00OMX poAuTene marueHTa U o0ydaTh MX HEO0OXOIUMBIM
HaBBIKAM TOMOIIMK OoJbHOMY peOeHKky. B psame ciydaeB HeoOxoauma TeHETHYECKas
KOHCYJIbTAIIHS POJUTENCH U APYTrUX OJU3KUX POACTBEHHUKOB OOJILHOTO TITMKOTEHO30M.
[Tariuentsl ¢ I'B HY)XIarOTCsA B 4acCTHIX MOBTOPHBIX OOCJIEIOBAHUSAX C IETBI0O CBOEBPEMEHHOTO
BBISIBJICHHSI BO3MOKHBIX OCJIO)KHEHUN 3a00JI€BaHMS M CBOEBPEMEHHOUW TEepanmeBTUYECKOU HX
KOPPEKIIHUH, TTO3BOJISIONIEH TTPETOTBPATUTh HEOOPATUMBIE TIOCTIEICTBHUA.

B ycnosusx denepanbHOro eHTpa pEKOMEHAYETCS PEeTyasipHOe aMOynaTopHOe HAOII0eHHE 3a
OOJbHBIMU  (TIOTUKIMHAYECKUA TIPUEM FJIM JHEBHOW CTallMiOHAp) C TOCHUTAIM3alied B
CIELUATM3UPOBAHHYIO KIMHUKY (KPYIJIOCYTOUYHOE OT/IEJICHHUE) B CIIy4ae Pa3BUTHUS OCI0XHEHUH
3a00JIeBaHU.

B Tabn. 4 npuBeneH peKOMEHIyeMbIi TUIaH BeICHHs JETel C TIIMKOr€HOBON OO0JIE3HBIO.
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Taoauua 4. [1nan BeaeHus NANHUEHTA ¢ INIMKOT€HOBOI 00J1€3HBIO0.

O0s3aTeIbHOE NIPH KAKA0M JHCIIAHCEPHOM NpHeMe YacroTa nposeeHUst
obcie10BaHue
AmnTpomomeTpust (pocT, Macca, pacdeT MacCo-pOCTOBOTO 1 pa3 B 3 mec
COOTHOIIICHUS)
Kinnnyeckuil aHanu3 KpoBu 1 pa3 B 3 Mec (IOTIOTHUTENBEHO TIPH XPOHUIECKOI
HelTponieHnH U ee nedennn [ -KCD)
Knnangeckwii aHamm3 Mo4H 1 pa3 B 3 mec
KonTtpons rimmkemMnu 1 pa3 B 3 Mec (IOTIOTHUTEIBHO TIPH 000CTPEHUH, Ha
(hoHE MHTEPKYPPEHTHBIX 3a00JIeBaHMIA)
KoHTpoas KNCTOTHO-OCHOBHOTO COCTOSTHHS 1 pa3 B 3 Mec (IOTIOTHUTEIBHO TIPH 000CTPEHUH, Ha
(hOoHEe MHTEPKYPPEHTHBIX 3a00JIEBaHHH)
Buoxumuueckuit ananus kposu (AJIT, ACT, I'TT, LD, 1 pa3 B 3 Mec (IOTIOTHUTEIBHO MPH 000CTPCHUH, HA
JIaKTaT, 00IMiA OEJIOK, XOJIECTEPUH, TPUTITULIEPUIbI, (hoHe MHTEPKYPPEHTHBIX 3a00JICBaHNIN)
MoueBasi kucioTa, ounmupyoun, KOK, JI/T, rmokosa,
3JIEKTPOJIUTHI)
Oos3aTenbHOE eKerojiHoe 00c/iel0BaHNe B YacroTa npoBeeHust
cTamuoHape
Koarynorpamma 1 pa3 Brox
LluToXMMHUYECKOE HCCIIeIOBaHIE KPOBH 1 pa3 Bron
I'uxemuueckuii mpopuib 1 paz3 BTOX

(Ip¥ IepBUYHOM TOCTIUTAIM3AIMH /IS BEpUPHUKALIUH
JMarHo3a — C TJIFOK030H, Jajiee — ¢ IMUIIEBOK

Harpy3Kkoi)
Omnpenenenue cojaepxkanus o-(heTonpoTenHa B 1 pa3 B roj (IIpu HAJTMYUU aJeHOM IedeHn — 1 pa3 B 3—
CBIBOPOTKE KPOBHU 6 mec)
HccnenoBanue CyTOUHOM 9KCKPELMH COJIEN C MOYOH, 1 pa3 BrOx
KaJIbLIMH-KpEaTHHHUHOBBIH KO3 (HUIUEHT
Ananns moun o Anync—KaxoBckomy 1 pa3 BTOX1
VYabTpa3ByKoBO€ HCCIIEI0BaHNE OPTAHOB OPIOITHOM 1 pa3 BTOJ
MOJIOCTH, OYEK, CepIa
dubpoanacrorpadus Ne4eHU 1 pa3 Brox
Kommbroteprast ToMmorpadust Wi MarHuTHO- 1 pa3 B roj (py HAJIMYUH a/IeHOM rteueHr — 1 pa3 B 3—
pe3oHaHCHasi TOMOTpadusi OpraHoB OPIOLIHOM TOJIOCTH 6 Mec)
(110 TIOKa3aHUAM)
O30daroractpoayoaeHocKonust (10 MOKa3aHUsIM) 1 pa3 Brog
OcTreoeHCUTOMETPHS TTOSICHUYHOTO OT/IeNa 1 pa3 Brog
MI03BOHOYHHKA
DNeKTpoKapArorpaMMa 1 pa3 Brog

[Ipn exerogHoM o0cieZOBaHWU B OTACJICHWM BBIIOJIHSIOT BCE HCCIEAOBAHUS, OCYLIECTBIISIEMbIE NMPH KaXIOM
amOynatopHoM mpueme. Kpome TOro, [ONMOJHMTENHHO, II0 TOKA3aHMAM, IPOBOJAT PEHTI€HOJIOTHYECKOE
WCCIIEJIOBAaHWE OpPraHOB TPYAHOW KIIETKH, TPYAONOSICHUYHOIO OTJeNa IT03BOHOYHHKA, KOCTEW KHCTEH,
anekTposHuedanorpammy, MPT roigoBHoro mo3sra, onpezaeneHue B kposu ypoBHelt 1gG, IgM, IgA, IgE obmero u
cnennpuyecknx, HBsAg, anti-HCV, a Takke MHKpPOOHOJIIOTMYECKOE HCCICAOBAHME Ma3KOB M3 HOCa M 3€Ba,
MyHKIMOHHYIO OWOIICHIO TeYeHH C MOpP(OJOTHYECKUM HCCIEeIOBaHWEM OHONTaTa, MPOBOIAT KOHCYIbTAI[NH
Pa3ITUYHBIMHM  CIIEIUAUCTAMHU  (TUETOJIOT, KapJuoJor, HedpoJor, remMaTojor, HeBpojor, xupypr, JIOP-Bpau,
OpTOIIeT, SHAOKPHHOJIOT, aJUIEProJIOT, CTOMATOJIOT, BAKIIMHOJIOT, TICHXOJIOT, COITMATIFHBIN pabOTHHK) H Ip.

Anroput™m aucnaHcepHoro HabmoaeHus nanueHTos ¢ I'b npuBeaen Ha puc. 1.
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Puc. 1. AnropuT™M aucnaHcepHOro Ha0/I01eHHs MALMEHTA ¢ TVIMKOTeHOBOI §0J1e3HbI0.
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IMPUJIOKEHUE

OcnoBHble nuddepeHnanbHO-IMarHOCTUIECKUE KPUTEPUH PA3TUIHBIX TUTIOB

TJIMKOT€HOBOM 00JIE3HU

I'nuxorenosas 0oJ1e3ub Ia, b Tuna

Karteropus

Oco0eHHOCTH

Twun HacaemoBaHUS

AyTOCOMHO-peIIeCCUBHBIN

MOJ'ICKyJ'IHpHaH T'CHCTHKA

Br3Bana mytarmsmu B reHe G6PC, 0TBETCTBEHHOTO 3a INTI0K030-6-
docdarazy

DduznyecKoe U MojIoBoe pa3BUTHUC

Huskopocnocts
3anepxka mybeprara

Buemnwuii Bujg

«KykonbHoe» TUL0
BricTynaromuil 1 yBeJIUYEHHBIH B pa3zMepax XKHBOT

Koxa Kcantomer
[onarpuueckue ToQychl
MBI CHIDKEHHE MBIIIEYHONH MacChl, MUOIIATH

OnopHO-/IBUTaTENbHBIN anmapar

IToparpuueckuii apTpuT

JlpIxarenpHas cucrema

Jlerounas runepreH3us

CepaeuHo-cocyqucTasi cucteMa

ApTepuanbHas THIepTeH3HUs

ITumeBapurenbHas cuctema

I'enaromeranus

AJICHOMBI NTeYeHU
I'enaronenntonspHble KAPLUHOMBI
XPpOHUYECKUH TAaHKPEATUT
WnTepmutTupyomas auapes

MouemnoioBas cuctema

Hedpomeramms

CHIKeHHE KIMpeHca KpeaTHHUHA
MouekaMmeHHasi 00J1e3Hb

@D oKaNbHO-CEerMEHTAPHBIH TIIOMEPYIIOCKIEPO3
[MoyeuHast HENOCTATOUYHOCTh

KposerBopHas cucrema

OKXUMO3BI
Heiirporienust (arpanynonnTos) — TOJBKO TpH [b Tume

JlabopaTopHbie aHOMATHU

Hedunut rimoxo3o-6-pocdarassl — npu la tune, gepumut
MHKpPOCOMAJIEHOTO TpaHcropTHOTO Oenka T1 (TpaHciiokasbl NII0K030-6-
¢docdarazer) — mpu Ib THre

lNumornukemus

I'mnepmmnmnemust

I'unepypukemus

JlakTaTanumno3

[Iporennypus

TI'emarypust

Konnentparun AJIT u ACT HOpMasbHbIE WIH HOBBIIICHBI
Mertabosueckuii anuno3

Jpyrue ocoOeHHOCTH

Yacto auarHoctupyercs B Bo3pacte 3—4 mec
Pannssa JUArHOCTHUKA U HAYaAJIO JICYCHUS ITO3BOJIAIOT 1/136e>1<aT1> MHOTHUX
OCJIOKHEHU

I'nukorenoBas 60oJie3un Il Tuna

Kareropus

Oco0ennocTu

Twun HacaemoBaHUS

AyTOCOMHO-pEIECCHUBHBIN

MonekynspHas TeHETHKA

BrizBana mytanusimu B rere AGL, 0TBeTCTBEHHOM 3a aMmiio-1, 6-riroko3ugasy u 4-
o-TJIIOKaHTpanchepasy

dusnueckoe pa3BUTHE

Huskopocnocts
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Brenrauii Bua

BricTynarommuii 1 yBeIMYEHHBIN B pa3Mepax KUBOT
«KyxosapHOE» M0

I'mnomutasust KocTei MIEBOTO CKeleTa

I'my6Goko nocakeHHbIe I1a3a

Bnasnennas nepenocuiia

[upoxuii B3AEpHYTHII KOHYUK

Jyroo0pasHsbie ryobt

Tonkas kpacHas Kaiima ry0

MBI

MpermedHas ciaboctb

I'mnoTpodust MBI HUKHAX KOHEYHOCTEH

Muonarus

Mopdosorudecku B MbIIIIAX BBIIBIISIOTCS BaKyOJH, cojepixkatne PAS-
TIO3UTHBHBIN INIMKOTEH

CeprieuHO-COCYAUCTAS Kapaunomuonatust
cucrema T'uneprpodus xenymoukoB mo naHabM DK
[IumeBapurensHas cucrema | I'ematomeranus

Oubpo3/IHppo3 neueHn

JlabopaTopHbIe aHOMAIINH

Hedunut ammino-1, 6-rmoxo3uas3sl W/ 4-o-TIrOKaHTpaHCepassl
lN'umornukemus

INmnepmunuaeMust

HopmanpHblii 1akTaT KpOBU

HopwmanbHast KOHIEHTpAIMI MOYEBOH KHCIOTHI B KPOBH
IloBbiienue yposueit AJIT, ACT B kpoBu

ITossimenue yposas KOK B kxpoBu

Jpyrue ocobeHHOCTH

IIpu tune Illa nopaxarTcs N€YEHb U MBILIIBI

[Tpu tune IIb nopakaercst TOIBKO NeYSHb

CreneHp BBIPA)KEHHOCTH U3MEHEHHUH B IIEYCHH YMEHBINACTCS ¢ BO3PACTOM,
ucyesaeT B OCTIyOepTaTHOM Iepuozae. OIHAKO U3BECTHBI CIyYan
IIPOrPECCUPOBAHKS BILIOTH O LUPPO3a

MpbleuHas cj1abocTh YCUINBACTCS C BO3PACTOM

I'nukorenosas 6oJie3ub IV THIA

Karteropus

OcodennocTn

Twun nacnenoBanus

AyTOCOMHO-pEIeCCUBHBIN

MonekynsipHas TeHETHKa

Brizana mytanusimu B rene GBEL, orBercTBenHOM 32 ammiio-1, 4:1, 6-
TPAHCTJIIOKO3H1a3y

duznyeckoe Pa3BUTHC

3anepkka pU3NIECKOTrO pa3BUTHUS

MBI

MpeImedHas cyabocthb
MplneuHast aTpoust

Ceplie4HO-COCYAUCTAS
CHCTEMA

Bosmoxna KapAuOMHOIIaATUA

HI/IH.[CBapI/ITCHBHaFI CcucreMa

T'emaromeranms

Huppos

Acuur

[opranpHas rumepTeH3Us

Mopdonormuecki — yBeITUYEHHBIC TemaTonUThl ¢ PAS-TI03UTUBHBIMU U
PE3UCTEHTHBIMH K TUaCcTa3¢ BKIFOUCHISIMH

OeKTpOHHAs! MUKPOCKOTHS — (GUOPMILISIPHBIC CKOTUICHUS
aMUJIONIEKTHHOTIOA00HOTO MaTepuana

Bapuko3HO paciIupeHHbIC BEHBI MTUIEBOIA

HepBHaH CHUCTEMA

I'nnoTonus
CHWXEHUE BIUIOTH IO OTCYTCTBUS IIYOOKUX CYXOXKHIIBHBIX PEQIECKCOB

IIpenaranpHas
MaHupecTanys

Hwuskas asuratensHas akTHBHOCTH IUT0a (TIPU TEPUHATATIFHON MITH BPOXKACHHON
HEPBHO-MBILIEYHOH hopMme)
MHoroBoaue (pu MepHHATATBHON WA BPOKACHHONH HEPBHO-MBIIICYHOH (opme)

JlabopaTopHble aHOMAIIUH

Hedunut ammno-1, 4:1, 6-TpaHCTIIFOKO3U1a3bI
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Mopdosorudeckn — OTJIOKEHHUS B KJIETKAX TKaHE aMUIIONEKTHHITON00HOTO
MaTepuana
Hopwmanehsiii ypoBeHs KOK

Hpyrue ocobeHHOCTH

BrIipakeHHast KITMHAYECKas TeTePOreHHOCTD

Kitaccnueckas neyeHo4Hast popMa pa3BUBACTCs B IIEPBBIC MECSALIbI XKU3HH,
MPOSIBIIAETCS NEYEHOYHOI HEAOCTATOYHOCTBIO ¢ IUPPO30M NEUEHH M IPHUBOIUT K
CMepTH JeTel K 5 rogam

Hemnporpeccupyromas neyeHoYHast popMa BCTPEUACTCS PEXe
HepBHo-MBbIIeYHbIe (POPMBI PEICTABICHBI KaK B BO3pacTe JI0 T0/1a, TaK U B
MJIaIeHUYECKOM, JIETCKOM U B3POCIIOM BO3pacTe

Mytanuu B rene GBE1 y B3pocibIX BBI3BIBAIOT NOIUTITMKO3aHOBYIO 00JIE3HB

I'nmukorenosas 60oJie3ub VI Tuma

Karteropus

OcodenHocTH

Twun HacaeIoBaHUS

AyTOCOMHO-peIIeCCUBHBIN

MonexynspHasi TeHETHKa

Bri3gana mytanusmu B rene PYGL, oTBeTCTBeHHOM 3a meYeHOUHY0 (pochopriazy

PaszBurne

3agepikka pocTa y nerei
HopmainbHblii poCT y B3pOCIIBIX

ITumeBapurenbHas cuctema

I"'emaTomeranus
IloBbllIeHNE COEpKAHUSA MIMKOT€HA B ICUEHHU

JlabopaTopHbie aHOMATUU

Hedunut neueHouHo# docdopuiazsl

I'unoryiukeMust pa3aM4HON CTENIEHU BBIPAXKEHHOCTH
I'nnepaunuaemus pa3indHON CTEIIEHU BBIPaKEHHOCTU
YpoBeHb TaKTaT B KPOBU HOPMAJIBHBIN

YpoBeHb MOUEBOW KUCIOTHI HOPMAJIbHBIN

[pyrue ocobeHHOCTH

Jle6roT B paHHEM AETCTBE
I'enaroMeranusi yMEHBIIACTCS ¢ BO3PACTOM M KYIHPYeTcs B yOEpTaTHOM IIEpHOAE

I'nmukorenoBas 60oJie3nn 1Xal u 1Xa2 tuna

Kareropus

Oco0eHHoCTH

Tun HaCJICAOBaHUA

X-CUETJIEHHBIH PelleCCUBHBIN

MOJ'IGKyJ'IHpHaH T'CHCTHKaA

BrrzBana myranusmu rera PHKA2, oTBeTCTBEHHOTO 32 0,-CyObETMHUIY
MEYCHOYHOMN KrHa3bl Pocopuiazsl

du3nyeckoe pa3BUTHC

3azepkka pocTa
HopmainbHelid pocT y B3pOCIIbIX

HI/IH.[CBapI/ITCHBHaFI CcucreMa

I'emaTomeranns
MopdonormyecKy remaTonUTh YBETHYCHEI B pa3Mepax U3-3a H30BITOYHOTO
OTJIOKEHHUS TIIMKOTEHA

Hepshas cucrema

Jlerkas 3asepKa MOTOPHOTO pPa3BUTHSI

JlabopaTopHbie aHOMATUU

Jedunut neueHouHoH krHa3bl pochopmnassl (pu [Xal tune neduipr
OTMEYaeTCsI TAKXKE B IPUTPOLIUTAX)

HopMasibHast aKTHBHOCTh MBIIICYHOM KMHA3BI (hochopriazsl

I'unorimkeMust pa3iauyHOM CTENEHU BBIPAXKEHHOCTH

HesnauntensHoe noseimenne coaepxanust AJIT, ACT B kposu
He3naunTensHOE TOBBIIIEHUE YPOBHS XOJIECTEPHHA U TPUIIIUIEPUAOB B KPOBU
Kero3auuno3 HaTomak

Jpyrue ocobeHHOCTH

Knuanueckas u OHOXMMHYECKAs CUMIITOMATHKA KynupyeTcs ¢ BO3pacToM

I'mukorenosas 6o0Je3ub IXb THIA

Karteropus

Oco0eHHOCTH

Tun HaCJICAOBaHUA

AyTOCOMHO-pEeLIECCUBHBIN

MOHGKyJ’IHpHaH I'CHCTHKaA

Br3Bana myramusmu rena PHKB, otBercTBenHOTO0 32 B-cy0Be MUY KMHA3HI
¢docopmnazsl

duznyeckoe Ppa3BUTHC

HI/I3KOp0CJ'IOCTB, ,HC6IOTI/IpyIOIIIa$I B IIOCTHATAJIbHBIN nepuon

ITumeBapurensHas TI'emaromeranus
cucrema Huapest
MebIme! Mp1ieuHas TAIOTOHHS

Jlerkas MplieyHas cirabocThb
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JlaGoparopubie
AHOMAJTUU

OTJIOKCHHUECM T'JIMKOI'CHA B KJICTKaX

HenmocrarouHocTs KuHA3H (pocopriIa3sl B IEUSHH U MBIIIIAX, COMPOBOXKIAIOIMIASACS

I'nmukorenosas 6o0J1e3ub IXc THIIA

Karteropus Ocob6enHocTH
Tun HacnenoBaHus AyTOCOMHO-penecCuBHBII
MonekymsipHas Br3eana myrtarusmu B rene PHKG2, 0TBeTCTBEHHOM 32 TECTUKYJISAPHYHO/TICYCHOUHYTO Y-
TeHEeTHKA CcyOBeTMHAILY KHHA3H (hocopuiassl

®uznyeckoe pa3BUTUE

3ameprxKa pocTa B ISTCTBE
HopmanbHbii pOCT Y B3pOCIIBIX

IInmeBapurensHas I'ematomeranus

cucrema Oubpo3/muppo3
[pommdeparus KeTIHBIX TPOTOKOB
Haxkoruterne rimmkoreHa B IedeHH
CruieHoMeranus pyu HUPPo3e NMeYeHU

MeII1pI MbimeyHasi TMIIOTOHUS

HepsHas cucrtema Jlerkas 3aziep»Ka MOTOPHOTO Pa3BUTH

JlabopaTopHsbie I'unornukeMust HaTOIIAK

aHOMaJINHU JlakTatanumgo3

Keroaruno3s Haromak
ITossrmenue conepxanus AJIT, ACT B kpoBu
[ToBkIlIeHNE YPOBHSI TPUIIIMLEPHIIOB B KPOBU

CHIDKeHHE akTUBHOCTH KHHa3bl Gocdopuiiassl B IeUEHH, YMEPEHHOE CHIDKEHUE WITH
HOpMaJIbHast aKTHBHOCTh KWHA3b!I (pocopriia3sl B CKENETHBIX MBIIIIAX

I[pyrne 0COOEHHOCTH I[C6IOT B MJIAICHYCCTBE UJIN PAHHEM JCTCKOM BO3pACTEC

Knuanyeckas cuMIroMaTuka 1 na60paT0pHLIe N3MCHCHUS PETPECCUPYIOT € BO3pACTOM

I'nukorenoBas 6osie3ub XI Tuna (cunapom ®ankonu—bukess)

Kareropus

Oco0eHHOCTH

Tun HaCJICOOBaHUA

AyTOCOMHO-PELIECCUBHBII

MOJ'ICKyJ'IHpHaH TCHCTHKaA

BrrzBana mytanusmu B reHe SLC2A2, 0TBETCTBEHHOM 32 TPAHCIOPTEP TITFOKO3EI

GLUT?2

duznyeckoe pa3BUTHC

Hedumut Beca
Crnaboe pa3BHUTHE ITOJKOKHOM KIUPOBOH KIIETYATKA

Buemrnuii Buyg

YBenuueHHbIN B pazMepax )KHUBOT
ToHKHe KOHEUHOCTH

KoctHas cucrema

OcTeoMasaius

HI/IH.[CBapI/ITCHBHaFI CcucreMa

MausabcopOmmst
CHMKSHHBIN alIeTHT

MouemnoioBas cuctema

TyOynomnaTus

HCpBHaH CHUCTEMA

3anep>m<a TNICUXOMOTOPHOI'O pa3BUTHUS

JlaGopaTopHbIe aHOMAIIUH

HopwmanHast akTHBHOCTb I'aJIaKTOKHHA3bl 3PUTPOLIUTOB
HopmaibHast akTHBHOCTB ranakto3o-1-¢ocharypununrpanchepasst
AMHHOAIUTypUS

I'mroxo3ypust

Tunepdocharypus

XpOHUYECKUH al103

I'nnoypukemust

I'nnokanuemust

T'umodocdaremus

[ossimenue yposus LD B kpoBu

[{ucTHHO3 OTCYTCTBYET

Jpyrue ocobeHHOCTH

Hapymenne oOMeHa ragakTo3bl

I'aukorenoBas 60s1e3Hb X1 THNA (TeUINT JAKTATAETrHAPOreHa3bl A)

Kareropus

Oco0eHHOCTH

Tun HacCJICAOBaHUA

AyTOCOMHO-PELECCUBHBIN

MOHGKyJ’IHpHaSI I'CHCTHUKA

Bri3Bana MyTalysIMH B I'CHC LDHA, OTBCTCTBCHHOM 3a JIAKTAaTACTUAPOTCHA3Y A

Koxa

3pHTeMaTO3HO-CKBaMO3HOC TMOPAKCHUEC KOKU

MBI

MbliieuHbie ciaMbl
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Muanruu

HenepeHocnMocCTh (YM3NYECKUX HATPY30K
PuUrnmHoCTH MBI

Pabmomuonus

I'unepToHyc BO BpeMsi OepeMeHOCTH

JlabopaTopHble aHOMaIIUH

[MoBeienue copepskanust KOK, nakrara, nupysara B KpoBH
MuornoOuHypHst

MouernooBas cucteMa

IloyeyHast HEAOCTATOYHOCTh

Jpyrue oco6eHHOCTH

Jle61oT B 1eTCKOM BO3pacTe
CuMITOMBI BO3HUKAIOT P YPE3MEPHBIX (PU3NUECKHX MEperpy3Kax

I'mukorenosas 6o0Je3ub XII THIA

Karteropus

OcodeHHocTH

Twun HacaeoBaHUS

AyTOCOMHO-pELIECCUBHBIN

MOJ'IeKyJ'IHpHa)I T'CHCTHKA

BrizBana myrtarusimu B reie ALDOA, 0TBETCTBEHHOM 32 aJIbJI0J1a3Y 3PUTPOLIUTOB

Du3nueckoe pa3BUTHE

3amepxka pocta U mybeprara

Bremnwuii Bug

IITo3

ONUKaHT

Koportkast mes

Huskast TMHUS pocTa BOJIOC HA TOJIOBE C3aH

Kentyxa
MBI Muonatuyeckuii CHHAPOM
[MumesBapurenpHas cucrema | ['emaTomeranms
CreHoMeramst

[Tpu MopdoornueckoM KucciaeI0BaH — OTJI0KEHHE IIIMKOTeHa B [ICUSHH

Hepshas cucreMa

BpoxaenHoe craboymue

JlabopaTopHbie aHOMATUU

Jedumur anpnoiasbl SpUTPOLIUTOB
I'emonuTHyeckas aHeMUs

I'iukorenoBasi 60s1e3ub () TUNA, NeyeHOYHAs popma

Kareropus

Oco0eHHoCTH

Tun HaCJICOOBaHUA

AyTOCOMHO-pelIeCCUBHBIN

MoneKmepHaﬂ TCHCTHKaA

Br3Bana myrtamusmu B reHe GYS2, 0TBETCTBEHHOM 32 MIEUCHOYHYIO
TJTUKOTCHCUHTA3Y

HepsHas cucrema

Cynoporu

JlaGopatopHbie aHOMATHH

JeduuT neyeHOYHOM TIIMKOTE€HCHHTA3bI
lM'unornukemus HaToAaK

I'inepkeroHeMus HaTOIAK

['unepraukemMus U runepIakTaTeMus Nocie e/bl
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