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Tpunrodan sBasieTcss omHOM U3 8-MH HE3aMEeHUMBbIX
IJ1sl B3POCJIOTO YeI0BeKa aMUHOKUCIOT. OTHOCHUTCS K
apoMaTU4YeCcKUM aTb(Pa-aMUHOKHCIOTaM, XUMHUYECKoe
Ha3BaHMe: OeTa-uHI0HMIAMHUHOIIPOTTMOHOBAS
kucaoTa. CyluecTByIOT ABe ONTUYECKU U30MEePHbIEe
dopmsi - L u D, a Taroke panemar (DL).

pabOTHI HEPBHOM CUCTEMBI

MTO/THOIIEHHOTO OTAbIXA

Penaxkcanuu

JTa aMUHOKHCJIOTA BBITIOJTHSIET B OPTAHU3MeE /IBE
Ba)KHbIE PYHKITHH.

CunTe3 HUAaNMHA (BUTaMuHa B3) B meuenu.

CuHTe3 cepoToHUHA. TaKk Ha3bIBaeMbIH ' TOPMOH
CYACThST



KodaxTopsr foimeBaesad KMCIOTa ¥ BUTAMMH

( S-HTD

l Kodaxropsr uranms B ¢ mex

erorom«n)

l Kodaxropsr: suranes B6 1 mHK
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ne3Hb XapTHyn

® bonesHb XaprHyIa — 3TO pe
3a00/1eBaHMe, B OCHOBE KOTOP
oOMeHa aMHUHOKMC/IOT (TpunrodaHa, TH3UHA,
MEeTHMOHMHA, [JIUIIMHA) — [TIABHOTO CTPOUTETHHOTO
MaTepuaJia Jis 0e/IKOB M MbIIIIEYHBIX TKAHEH.
[IposBisieTcs nopakeHrneM KOXXU U HEPBHOU
CUCTEMBIL.

® KinuHudeckye mposiBieHUs TaHHOTO 3a001eBaHHUS
pa3sHooOpas3Hbl. Ho Hanboree xapaKTepHBIMU
SIB/ISTFOTCSI KOYXKHBIE U HEBPOJIOTUYECKHEe CUMIITOMBI.
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=
oTuonartoreHes

[Tpu cunapome XapTHyna (vMst 60J1bHOIO, POAUTETH
KOTOPOTO ObUIM IBOIOPOJHBIMU OPAaTOM M CECTPOMA) B
pe3ynbraTe gedeKTa TPAHCHOPTHBIX

CHICTeM JITUTEeTUATbHBIX KJIETOK KHUIIIeYHWKA U ITOYeYHbIX
KaHaJIblleB BO3HUKAET CHIYKeHHE BCaChbIBAHUS
(MampaOcopOIusa) TpunTodaHa B C/IM3UCTON KHUIIEUHHKA
M YMeHbllIeHHe eTo peabcopOIIy B KaHAJIbIIAX TTOYEK.

OTMevaeTcs runepaMUHOALUAEMUsI C OTCYTCTBUEM
TpunTodaHa B KPOBH, B MOYe ITPpeo0/1aaloT MPOU3BOAHbBIE
TpunTodaHa. Tak Kak TpunrodpaH He0OXOTUM

hi9) 8 | DHIOTeHHOro BuTaMuHa PP, To k1inHHn4eckas
KapPTUHA XapaKTePU3YyeTCsl MPU3HAKAMU
HEeIOCTaTOYHOCTU (PP, Huanumua).



[TprdrHOU JanHOFO-3a00JICBAHUS SBASETCA MyTalids FeHa, KOTOPhIA
OTBEYaET 32 0OMEH aMHUHOKHCIIOT, B IEPBYIO OUYCPEb 38 OOMEH
Tpuntodaxa.

BeiienstoT ABa MexaHW3Ma naToreHesa (BO3HMKHOBEHUS U Pa3BUTHS
00JIC3HHN):

® HapylIaeTca BcacblBaHUE TpUNTO(PaHa B KUIIEUHUKE. TeM caMbIM OH
HAKAIJIMBACTCS TaM U MOJ JCUCTBUEM MUKPOOPTAaHU3MOB TOHKOU
KUIIKU [MOJIBEPTaCTCS PACIIECIUIEHUIO 10 IPOAYKTOB, KOTOPBIE
OKa3bIBAIOT TOKCUYECKOE IEMCTBME HA OPraHU3M, B IIEPBYIO OYEPEIb Ha
LEHTPAJIBbHYO HEPBHYIO CUCTEMY U KOXKY;

® T[OBBIIACTCA BbIICJICHUE AMUHOKHCIIOT MMOYKamMu. B moue
OOHaPYKUBAKOTCS AMUHOKHUCIIOTHI, KOTOPBIX B HOPME HE JI0JIP)KHO OBbITh.
N3-3a CHUXKEHUS YPOBHS TpUNTO(haHa B OpraHU3ME HAPYIIAETCS] CUHTES
BuTtamuHa PP, 4To 1 mposBiIAeTCAa COOTBETCTBYIOLIEH KIIMHUKON
(M3MEHEHUE KOXKH, CIIU3UCTHIX 000JI0YEK, HAPYIICHUS CO CTOPOHBI
MUIIEBAPUTEIILHOU CUCTEMBI).



bone3Hb XapTHyna

=

[ HenocratouHoCTb NePeHOCUYUKOB 1S
TpUunmTohpaHa U HEUTPaIbHbIX AK

HakonneHue TpunTpaHa B KMLLISUHUKE

PacuwemnnieHue TpunmodpaHa ©
ofpa3zoBaHMeM NPOU3BOAHBIX MHAONA

- ‘ .

%::ze:. Depuumr ToKcHyeckoe AedcTBUe
b BUT. PP Ha KoXy M LIHC




= Yanie nopaxeHuro MmoABEPraroTCs BO3ACHCTBUIO COTHEUYHBIX
Jy4EU, @ UMEHHO KOXKa JIMIA, IIIEU, ThIJI KUCTEU U CTOII,

HIDKHSASA TPETh NPEAIUICYUH U TOJICHEH. ) COTHEYHbIH
OJKOT

Yepes 1-1,5 Henenu EEEE)  TPsA3HOBATO-KOPUYHEBATHIN
OTTCHOK sssssspCTAHOBUTCS CYyXOM =) HAUMHACT
MIETYIIUTHCS, ICTOHYAThCS, CMOPIINBATHCS
00JIE3HEHHBIC TPEIINHBI;

HopameHHe KOKH BCPXHHUX U HUKHHUX KOHCYHOCTAIAX —
« IISJUIAIrpOUAHBIX IICPUYATOK) U « IICTUIAI'POUIAHBIX CAIIOKCK)).

Ha nuiie BeICHITaHUS pacrnoiararoTcs Ha MEPEHOCHUIIE, KPbUIbIX
HOCa C MEPEX0J0M Ha IEKH, TAKUM 00pa3oM HallOMHUHas
0a00uky. O4eHb PEIKO MOPAKACTCS KOKa HAa TPAHULIEC
BOJIOCHCTOM YacTH IOJIOBBI M BOKPYT PTa;












/ PHOOPETAIOT JKEJITOBATHIN OTTEHOK, IIETYIIAaTCS;

HOTTHU MEHSIOT (DOpPMY, Ha UX TTOBEPXHOCTH MOSIBIISIOTCS MOMEPEYHBIC MOJIOCKHI OEI0TO IBETA.

© HepsHas cuctema.

® ® 0o 6 0 O

© IlumeBapureJbHas CHCTEMA.

I'onoBHBIE OOMIM.
becconnura.
ACTEHUYECKUN CUHIPOM
Hapyuienue koopauHaiyuu ABUKEHUA (TPEMOP, IIaTKUE, HEPABHOMEPHBIE JBUKEHUS, aTAKCHUS )
Opranbl 3peHus:

HUCTarM — HEMPOU3BOJILHOE JIBUKEHUE MIIA3HBIMU SIOJIOKaAMU;
IITO3 — OIYILIEHUE BEPXHETO BEKA;

Kocornasue

e CHmxeHHe anmneTuTa. MOBBIIIEHHYIO YTOMJISIEMOCTb;

® IIOXyJIaHHE; pBOTa, OOJIH B KHUBOTE, IIOHOC,

® CHI)KEHHE BHUMAHHUS U allI€TUTA;

® 001U B )KUBOTE; MOTEps B€Ca, YBEIIMYEHUE TI€YCHM
® TIOXKEJITCHHE KOXKU U CIIU3UCTHIX;

® oOeclIBeUMBaHHE KaJia;

® [OTEMHEHHE MOYH; CHUMIITOM rOTyObIX Me/IeHOK,



/

/\U
DakTophl, CIIOCOOCTBYIOIINE PA3BUTHIO JAHHOTO

/
3a00JIeBAHUA

® 1I0X0€ UTaHue (HeJoeaaHve; yloTpebieHue
MPOAYKTOB, B KOTOPBIX COAEPXXUTCS MAJIO YXUBOTHOTO
OeKa, BATAMHHOB, 0COOE€HHO IpyIIbI B);

® CTpecchl;

® nepeyToOMJIEHHE;

® upe3MepHOe IpeObIBaHHE HAa CONTHIIE;
® rnepeoxyiaXAeHUeE.
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Coop anamHe3a (y pOACTBEHHUKOB OOJIbHOT'O BBHISCHSETCS
HaJIMYME CIy4aeB JJaHHOTO 3a00JICBaHMS ).

JKamoOb! 3a0051eBaHms

AHann3 aKylnepCcKO-rTMHEKOJIOTHYECKOTr0 aHaMHE3a MaTepu
naryeHTa. Y >KeHIIUHBI BO BpeMsl OEpEeMEHHOCTH MPHU
HCCIEA0BAaHUM MOYH MOXKET OBITh OOHAPY>KEHO CHUYKCHHE
YPOBHSI aMHUHOKHCJIOT.

JlabopaTopHasi AMarHOCTHKA:

® CHH)XCHHE YPOBHSI aMHUHOKHCIIOT B CBIBOPOTKE KPOBU
(TpunTodan, IU3UH, METUOHUH, TJIUIHH);

® YyBECIMYECHUE YPOBHSI AMHUHOKHUCIIOT C MOYOH.
Heo0xoanma KOHCYIbTalMs MEIULIMHCKOIO TeHETHKA.



Jlewennie 6one3HU XapTHYIIA

BOTbHOMY Ha3HAYaAlOT AJINTE/IbHBIN IPUeM B FaMitHa PP
(HUKOTHMHOBOM KMC/IOThI) U MHBIX BUTAMUHOB TPYIIIIbI B.
HukoTHHOBYIO0 KUC/IOTY TPUMEHSIOT TMOO0 B pOpMe Tab/IETOK 3 pasa B
neHb, MO0 B pOpMe HHBEKIIMI B TeYeHUE 15-20 JHEH.

Ha oTKpBITHIX y4acTKaX KOXH (MeCTHO) MPUMEeHSIOT pOTO3AIMUTHBIE
KpeMa C TPOTHUBOBOCIIATUTENbHBIM 3PPEKTOM, KOTOPBIE 3aIIUIIAIOT
OT BO3/I€UCTBUS COTHEYHBIX JIyYeH.

[Ipy cnIbHO BBIPAaXK€HHOM OTEeKe M MOKPACHEHUH KOXXU HAa3HAYaIOT
KOPTHUOCTEPOUHbIE Ma3U. FIX HQAHOCAT TOHKMM CJI0€M 2 pasa B [ieHb.
Ha suite u B 06/1aCTH CKJIAIOK HEJ/Ib3s UCIIO/Ib30BaTh Ma3y
TTTIOKOKOPTHUKOUZOB, COZIEP)KAIIIMe aTOMBI PTOPA, TAK KAK OHU MOTYT
BbI3BATh MCTOHYEHHE KOXXU U MOSIBJICHUE YTPEBOU ChITIH.

[Ipy ncuxnyecKux HapylIeHUsIX TOKa3aHbl HEBBICOKHUE 03Bl
HEeUPOJIEIITUKOB B COYETAHUU C aHTHUJeTIPECCAHTAMU U
TPAaHKBU/IN3aTOPAaMU, KOTOPbI€ BBOAAT BHYTPUMBIILIEYHO WU
BHYTPUBEHHO.

CoGmogenuie nuetsl. [IuieBoii paliioH JO/MKeH ObITh OOraT
YKUBOTHBIMU OeJiKaM (MsICO, eYeHb, KypUHbIE siilia, He)XUPHbIe COPTa
pBIOBI) M BUTAMUHAMU I'PYIIIbI B (cogepykaTcst B MUBHBIX APOMOKAX,
xs1ebe c OTpyOsIMH ).



CTATUOHUHYPUSA

(mMcTaTHOHUH -f- rpedeckuii uron Mo4ya) — Hac/eCTBEHHasI
aHOMaJHsi OOMeHa CepoCoePXKAINX aMUHOKHCJIOT, OCHOBHBIM
MIPOSIBJIEHHEM KOTOPOM SIBJISIETCS OTCTaBaHUe peOeHKa B
YMCTBEHHOM Pa3BUTUH.

3a00J1eBaHMe HAC/IeAYEeTCs IO ayTOCOMHO-PeLleCCUBHOMY THUITY

[Tpy HeOCTAaTOYHOCTU IUCTATUOHA3BI POUCXOJUT
HaKOIIeHHe [IUCTaTUOHWHA, ONpe/ie/isieTCs [IUCTaTHOHUHYPHS
— OCHOBHO€ OMOXHMHYeCKOoe MPOosiB/ieHHe 3a001eBaHUs.
3a6o0ieBaHYE CBSI3aHO C HAUTUMYHMEM MeTab0/ITmYeCcKoro 610Ka B
oOMeHe IIMCTaTUOHWHA BC/IeCTBUE JedeKTa pepMeHTa
IICTAaTHOHA3bI, KOPAKTOPOM KOTOPOU SIB/ISIETCSI
HUPHUJOKCab-5-pocdat. B pesynbraTe mpouCcXoaUT HAKOTIJIEHHE
IIUCTAaTHOHWHA M MEeTHOHHWHA B TKaHSX. B TeueHme cyToK y
OOJIbHBIX BBIBOJUTCS C MOYOM /10 500 MTI' IIMCTaTHOHHHA (B
HOpMe — 710 10 MT). OZIHaKO B KPOBH IIMCTAaTUOHHUH He
O0OHAPYXHUBAETCH.
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BUTAMUH

& YHacrve 0 OOMANE AMHNOKNCHOT,
MUPOE, PAGOTE HEPEMON CNCTEMbBI,
CHMNGART YPOREH K XONOCTRPMHA,
Mpw nepgoCTaTEE - ANE A,

APPRARTNT, CYAOPOIN,
PACCTPONCTRO NUMERNAPIUNR

Cagepawica.
coe, Gasanax,
B MOPBOROJLY KT AX, o
KApTORENe,
\ NOPROEH,
BOGORMIX Ne
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KnnHn4deckass KapTHHa XapaKTepPU3yeTCs 3a4ePXKKOU
YMCTBEHHOTO Pa3BUTHS peOeHKa. Y HEKOTOPBIX OOTBHBIX C
IIUCTATUOHUHYPHEN BBIABJISIIOTCS TPOMOOIIUTOTIEHHUSI,
SHJIOKPWHHbBIE HAPYLIEHUS B BUJe TUITONTUTYUTAapU3MaA.
OpaHako 60/IBITUHCTBO UCC/IeIOBATEIeH PACIeHUBAIOT 3TU
HapYILIeHUs KaK COMyTCTBYIOIIMe 3a00meBanus. Penko
[IUCTATUOHUHYPUSI OOHAPYKMUBAETCS Y KITUHUYECKH
30POBBIX JETEMU.

JliarHO3 yCTaHAB/IMBAIOT HA OCHOBAaHUM OMOXUMHYECKOTO
MCC/IeTOBAHUS MOYH (IIMAHUA-HUTPOIIPYCCUIHBIN TECT,
XpoMaTorpapuvecKkoe UCCieoBaHNE MOYH).



“FomouuctuHypust

JTO Hac/eJCTBEHHOE 3a00/IeBaHe U3 T'PYIIITbl aMHUHOAIIUAOTIATHH,
00yC/I0B/IEHHOE HapyllleHHeM MeTab0IM3Ma CepOCOIePIKAIIMX
AaMHHOKHUCJIOT, B TIEPBYIO o4epeib MeTHOHUHA. OTHOCHUTCS K KJIACCy
peIKUX (Op(l)aHHbIXI; 3a0oeBaHmil. YacToTa B MOMy/ISILIUY COCTaBIISIET
1 CJTy4Yau Ha 200 000 HOBOPOXXZEHHBIX.

3a6osieBaHUE BbI3BAHO AePUIIMTOM PpepMeHTa IIUCTAaTHOHA ~-CUHTA3bI
(CbS), yyacTBytoiiero B mpeoOpa3soBaHUK METHOHKMHA B IIMCTEHH,
IIPOSIB/ISIETCSI TIPY HAJIMIHUU TOMO3UTOTHBIX MJIM KOMIIAYH/I-
reTepO3UTrOTHBIX MyTalinii B rede CBS, T0Ka/IM30BaHHOM Ha JTHHHOM
rjiede XpoMOCOMBI 21 (21q22). Tum Hac/ieTOBaHKST Ay TOCOMHO -
peLeCCUBHBIN.

[Ipu knaccnyeckor rOMOLUCTUHYPHUH BC/I€ACTBUE HEJOCTaTOYHOCTHU
IIUCTAaTUOH-?-CUHTA3bl HAPYIIAETCS [IUKJI TpeoOpa30oBaHUS
(MeTU/IMPOBAHUSA U IeMETHIMPOBAHUS) CepocoziepKalieit
AMUHOKUCJ/IOTHI METUOHUHA.

JTU U3MEHEHHUS BBIPAXKAIOTCS B TIOBBILIEHUU YPOBHSI METUOHUHA U
TOMOIIMICTEMHA B CBIBOPOTKE KPOBH, MOSIB/IEHUH TOMOIIUCTHHA (He
coZlep)Kalllerocsi B HOpMe B TKaHSAX ¥ OMOJIOTMYeCKUX YKUIKOCTSIX
YyeJI0BeKa) U YMEHbBIIIEHUU COeP)KaHUSI IIMCTUHA B KPOBH



[ eHHaqa natTonorus
e [laTOoreHes TOMOUUNCTUHYPUN.

K B-UMNCTaTMOHNHCUHTAa3bl

l

CHU>XeHWe CUMHTE3a UMNCTaTUNOHNHA

l

MeTabonu4yeckoe noppexageHue LIHC,
YMCTBEHHASA OTCTarocTb

|

HakornreHme MeTMoHMHa




[[eHHasa NaTonorus
e [laToreHes TIOMOLIMCTUHYPUN.

oK B-UWMCTATNOHNHCUHTAa3bl

l

YCUTIEHNE CUHTE3a Cy.rlebaTM POBaHHDBIX
NnpoTeornMMkaHoB

l

BTOPUYHbIE UBMEHEHWNA COG,D,MHMTeJ'IbHOﬁ TKaHW

NnaTorIors KOCTHbI& NoABbIBUX
CCC aeopmMaunm  Xpycraruka,,




[[eHHaqa naTtonorns
ellaToreHes IOMOUUNCTUHYPUN.

B TKAHAX W
HKNOKOCTHAX OpraHn3mMa

l l

noBpexaeHne __ aktmBauusa akrtopa
MHTUMbI COCY/OB XaremaHa

~—

TPoMOO3bl N gereHepaTUBHO-
HEKPOTUYECKNE N3MEHEHUA OPraHoB
N TKaHeW




YCTaHOBACHO, YTO-HOSBICHNE U YBeJIMYeHUEe
KOHIIEHTPAIMH TOMOIIMCTHHA B CBIBOPOTKE KPOBU
CITOCOOCTBYET 00pa30BaHUIO HEKPOTHYECKH-
nereHepaTUBHBIX YYACTKOB B ITOYKAX, CeIe3eHKe,
CJTU3UCTOM 000JI0UKe YKeTyAKa U KPOBEHOCHBIX
COCyAax C MOoCaenyIolen arperanyuen Ha Hux
TPOMOOIIHTOB.

M3BeCcTHO, YTO TOMOIIMCTUH aKTUBUPYET PAKTOP
XaremaHa, ciocoOCTBYSI ITPOIeCCy
TpoM0000OpasoBaHMs, 001ajaeT HU3KOMN
PaCTBOPHUMOCTBIO M MOXKET OCeIaTh B ITAaTOIOTUYECKU
M3MeHeHHOU UHTHUMe COCY/Ia, TpeApacIiosiaras K
00pPa30BaHHIO TPOMOOB.

TOMOLMCTUHYPUH BbIAENSIOT B -3aBucumyio 1 B -
Pe3HUCTEeHTHYIO GOPMBI 3a60/TeBAHMS



I'eHHaﬂ NaTonorng
Al - | Vi — Hacne4acrBeHHOEe
HapyLueHme O6MeHa MEeETINOHWNHA

1:50.000-250.000

l-lepeﬂHO-J"IVILI,(BBIDIEE A KOCTHO-MbILLEYHbIE ,ElM3M0p¢)VIM 9
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1IPOMOM, TI0ABbIB

’KOMOU, aTPOPUE
e TPYAHOU KJI€e

apTepuaabHbIM

:
DBHBIMH TPOMOO




Tlopa)xenue OpraHoe npu romouucTuHypum

/ [OMOLMCTUHYPUS \
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CMMNTOMbI FOMOLUUCTUHYPUN _—
WHYWHHO.

lleTu poXxgaroTcst 6e3 KaKUX-TU00 crieliunpUIeCcKux
OTK/JIOHeHUH. B TedeHme rmepBOro rosa YXU3HU pa3BUBaeTCs
yMepeHHO BbIpayKeHHasl . [TombrTKYH
YCTPAaHUTH OTCTABAHUE B BeCe M POCTE 3a CHET
TOTIOTHUTETbHOTO BBEIEHUS B PAllMOH OejTKa B BU/IE
Ked¥pa UM TBOPOTA JIUIIb YCYTYO/ISIOT TedeHHe
3a00/1eBaHMSI: HApacTaeT AePUIIUT MacChl Tea,
HapylIaeTcst COH, peOEHOK CTAHOBUTCS PA3APAKUTETHHBIM
Y TUIAKCHUBBIM, OTMEYAETCsI MO3/IHee 3aKPhITHE

POTHUYKOB, :

OOGBIYHO APKO BhIPAYKEHHAST KJIMHUKA TOMOITUCTUHYPHUH
pPa3BHBaeTCs B TeUeHUe MepBbIX 10 JIeT )KU3HU, OJTHAKO
YaCTO AMATHO3 CTAHOBUTCSI OUEBUIHBIM YK€ B PAaHHEM
ZIeTCKOM BO3pacrTe.
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[MToparkeHme oTOpHO-ABUIATEILHOTO amniiapara
BKJIIOYAEeT

) ) ) )

, 59)0% ,

roTuyeckoe HEOOo. [IpakTrdecKku IoI0BHHA MMAIIMEHTOB C
TOMOIIMCTHHYPHUEN CTAJIKMBAETCS C apTE€PUATbHBIMU
TpoMOO3aMu (OKKIIIO3HMell 1iepeOpabHbIX, KOPOHAPHBIX,
IIOYEYHBIX U ), a
TaKOKe ( ).

Y HHMX HaMe4YaeTCs1 BBICOKUU POCT, AUCITPOIIOPLIMOHATIbHOE
Te/I0C/IOKeHHe (TOHKHE yITMHEHHbIe KOHEYHOCTH U
YKOpOYeHHOe TYJIOBUIIle), TomyObie T71a3a, peiKHe CBEeT/Ible
BOJIOCHI. Y HUX YaCTO BCTPEYAKTCSI 3PUTEMATO3HBIE TISITHA

B 00/1aCTH CKY/IOBBIX [TYT, . BHemrHMe
MPOSIBJIEHUSI TOMOLIMCTUHYPUH 00/1a/Ial0T OIpeie/IeHHbIM
CXOJICTBOM C , OITHAKO [TJIsT

MOC/IeJHEr0 He XapaKTePHO CHIDKEHUE UHTEJIJIEKTa U DAL
APYI'UX IIPOSABJIEHUM.



[[eHHasa NaTornorus

e [ OMOLIUCTUHYPUA

ACTEHWYECKOE TENOCOXeHWNEe, BbICOKAI POCT,
d P XHOOaKTUITIAA, 3y60-'-leJ'IFOCTHb|e HapyLUEHWHA




Homocystinuria—-Signs and Symptoms

Alerrial retar Raraon Cosmimson Ipeababsby
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JliarHoeTHKa TOMOHHETUHYPHUHY BK/IIOYaeT MeIUKO-
TeHeTUYeCKoe KOHCYJIbTUPOBaHMEe, OMOXUMUYeCKoe
HCCIefOBaHHe KPOBU U MOYH, OPTATBMOJIOTHYECKOe
o0cieoBaHNe, PEHTTeH-TUArHOCTUKY KOCTHOW CUCTEMBI.
JliarHO3 YCTAaHAB/IMBAETCS C TOMOIIIHIO

¥ MOYH: TPU TOMOIIMCTUHYPHH B
MoOYe, IJla3Me KPOBH, OOHAPY>XUBAIOTCS
3HAYHTe/IbHbIe KOJTMYeCTBA TOMOIIMCTHHA, ITOBBIIIIeHUE
COZlEP)KaHHSI METUOHWHA TP CHIDKEHHOM YPOBHE
IIMCTHUHA. B U [IeYeHU BhISIBISIETCS
crieriiprueckuii pepmMeHTaTUBHBIN JeDeKT.

PeHTreHonormnyeckoe ucciegoBaHue

U OOHapy)XHBaeT CHCTeMHBIU
ocTeonopos. Ha PErvuCTPUPYIOTCS HAPYLLIEeHUS
OMO02/IEKTPUYECKOH aKTUBHOCTH TOJIOBHOTO MO3Ta, MHOTIA
ITAPOKCH3MaJ/IbHOT'O XapaKTepa.
KoHcynpranus MO3BOJISIeT TOATBEePAUTD
XapaKTepHbIe AJI TOMOLUCTUHYDPHUH HaPYLIEHUS CO
CTOPOHBI 3pUTEIbHOU



Tepanusi rOMOLIUCTUHYPUH ITPOBOSUTCS C YY€TOM
dbopMbI 3a60/IeBaHUS U BKIIOYAET TUEeTHYeCKOe
MMUTAaHUE, TPUeM BUTAMWUHOB I'PYIIIbI B.

JleyeOGHas TAKTHKA 3aBUCHUT OT GOPMbI 3a001€BaHUS
(B6-3aBucuMoOit nim B6-pe3ncTeHTHO) U BO MHOTOM
CXO0)Ka C IeYeHueM . [1pu B6-
pe3UCTeHTHOM (popMe TOMOIIMCTUHYPHUH HEOOXOAMO
coOII0IeHe HU3KO0e/IKOBOM TUeThl, OCHOBAaHHOM Ha
OrpaHUYeHHHU MMOCTYIJIEHUSI B OpraHW3M MEeTHOHHHA.



/

LIMCTHYpUS

LlvicTuHypurs — 3TO HaceCcTBeHHOE 3a00/1eBaHNE
HapylieHrueM 6eJTKOBOTO 0OMeHa, TPU KOTOPOM He |
IIPOMCXOJUT BCAChIBAHUE B IOYEYHBIX KaHA/IbIAX
TOHKOM KHIIIKE aMHUHOKHMC/IOTHI IIUCTUHA (CTPYKTY
KOMIOHEeHTa Gesnka). Tak KaK MCTUH He PACTBOP: |
5TO IIPUBOJUT K 00pa30BaHMIO KaMHell B IOYKaX B
MOY€BOM IMY3bIpe, a B JajbHEMHIIIeM — K 3aKyIIOPKe
MOYEBBIBOISIINX ITyTeH 1 nHpHUIpoBanuio M3-3a
HeZoCTaTKa pepMeHTa AMUHOKKC/IOTHI He BCAChIBAIOTCS B
KHUIIIeYHHKE U MIOYEeYHbIX KaHa/IbIIAX, a BBIIE/ISIOTCS B
OO0JIBIIIOM KOJIMYeCTBe C MOYOM. TaK KaK IIUCTHH
(He3aMeHHMast aMUHOKHCJ/IOTa) He PaCTBOPSIETCS, 3TO
IIPUBOAUT K 00pa30BaHUIO KAMHEM B IIOYKAX U B MOYEBOM
Iy 3bIpe.



MOSICHUYHOM 06/1acTH THO00 B OOKY, yJallleHHOe
00J1e3HEHHOE MOYEHCITyCKaHue, IIPUMeCh KPOBH B
MoOYe, B JaIbHeMIIIeM BO3MO)XHO ITOBBIIIEHHE
apTepHaIBLHOTO (KPOBSHOIO) JABIE€HHS M Pa3BUTHE

XPOHUYECKOU IMOYeYHOU HeJOCTAaTOYHOCTMU.

KaMeHb
B NMoYyke

" KameHb B
L2 MOYeToYHMKe

Y




LiucTuHypusa

- HAC.1€ ACTBEHHO®
sat0.eBaHme,
XapakTepuavioLeecs
HapVileHeM TpaHCIIopTa
D134 AMITHOKIICAOT
%uncn-ma, AM3IHA,
OPHUTHHA M aprMHIHA) B
SMNTE11MAAbHBIX K.1eTKax
KaHaABLIEB MOYeK 1
KMIIETHOTO TPaKTa.
LlvcTnHypra Hao.K0 AaeTc
IPM HapyILIeHWAX 0DOMeHa
BEIIIECTE,

COTTPOBOK JAIOLLIVNC
HAKOIL1eHHeM B
OMOAOIMIECKIX KMAKOCTAX
TPYAHOPACTBOPHUMOIT
AMMHOKHMCAOTHI LIMCTHHA.




/—\ e
o5 dopma

1 TUII - OTCYTCTBHE TPAHCIIOPTA IIMCTHHA
(He3aMeHMMast aMUHOKMCJIOTA It OpraHW3Ma) 1
IPYTrUX aMHMHOKHC/IOT B KMIII€YHUKE;

2 TUTI - CHW)KeHHe /10 50% TpaHCIIopTa [UCTUHA B
MTOYKAX M TIOJTHOE OTCYTCTBHE TPAHCIIOPTA APYTUX
AMHUHOKMCJIOT B KUIIEYHUKE U ITOYKAX;

3 THUII - CHYDKCHHNE TPAHCITIOPTA OTHUX dAMWHOKHWCJ/IOT B
IMOYKaX ITp1 HOPpMa/IbHOM X BCACbIBAHWHA B
KHUINIeYHHUKe



Hnar e —

C6op aHaMHe3a 1 Xa/100 3a00/IeBaHUS: BBIPAKEHHbBIN 00/IEBOM CUHIPOM C
XapaKTePHOM JIOKaMu3alreil, 6eCroKoiHoe MoBeseHre O0BHOTO, yYallleHHOe
60/1e3HeHHOe MOYeHCITyCKaHHUe.

OO61uii aHaIN3 MOYH: OOJIBIIIOE KOTMYECTBO SPUTPOLIUTOB (KPACHBIX KJIETOK KPOBH).
MuKpocKonrYecKkoe UCciefoBaHe MOYH C OOHAPY>KeHHEM IIeCTHUYTOTbHbIX
KPUCTAJI/IOB JK€/ITO-KOPUYHEBOTO 1IBeTa (KPUCTA/IOB I[UCTUHA).

[Moo>KuTeTBbHBIN TUAHUIHUTPOIIPYCCUIHBINA TECT — TECT CO CreludpuIeCKUM
peaKkTUBOM (LIMaHUA-HUTPOIPYCCHU]T), B XOZIe KOTOPOTO MOYa C U30bITOYHBIM
Cofiep)KaHHeM IIUCTHHA TPUOOpeTaeT BT KPaCHOIO BHUHA.

[TonoxxutenbHas oga3uHoBast mpoba. [IpuHIIUI MeToja 3aK/TI0YAETCs B C/IeIYIOIIEM:
a3u[, HATpHUs U o[ 00pa3yloT KOMILIEKC OypOTo LiBeTa, KOTOPbIi 00eCIiBeYnBaeTCs B
MPUCYTCTBUM LIMCTUHA. TeCT CYUTAETCS TOTOKUTETbHBIM ITPU IUCTUHYPUH, €CITH
OKpacKa ocTaeTcst Oypoit 6osee 5 MUHYT (B HOpMe Gypast OKpacKa MCYe3aeT Yyepes 2-3
MHUHYTBI TIOC/Te T0OABIEHUS a3Ua HAaTPHs).

O630pHas peHTreHorpadust OPIOIIHOM MOTOCTH.
ODKCTpeHHast BHyTpUBEHHast yporpadus
Y3U

=



HWMWV_I//

JledeHme gO/HKHO OBITH HATPAB/IEHO HA CHIDKEHHE
KOJIM4YeCTBA He3aMEeHMMOU aMUHOKHUCIOThI — LIUCTHUHA —
B opranusMe. OHO MPOBOAUTCS B TPeX HalPaBIeHUSIX:

® coOstoIeHre CTPOTOi AUeThI, KOTOpasi He COAEPYKUT LIMCTHUHA U
ero mpeiecTBeHHUKOB. bO/IbHBIM PEKOMEHIYIOT
IIPEUMYIIeCTBEHHO OBOIIIHbIE 6/1f0/]a, KOTOPhIE€ HA3HAYAIOTCS He
OoJj1ee YeM Ha MeCSIII, IT0C/Ie Yero IepeBOAsAT Ha OObIYHbBIM PaIMOH,
HO C UCKJIIOYeHHEM TBOPOTA, PhIOHI, SIUII, COIEPXKAIINX METUOHUH
(mpeziecTBEHHUK IUCTUHA);

® yBeMYeHHe 00'beMa XUAKOCTH C IeJTbI0 CHYDKEHUSI
KOHIIEHTPAIMU IMCTHHA B Mo4ye. bombHO 10/HKeH BhIITMBATh He

MeHee 4 IUTPOB B CYTKY;

® [Ipu HeadPeKTUBHOCTH KOHCEPBAaTUBHBIX METOMIOB JIeYEHUSsI TPeOYeTCst oTepalus Ha
MO4YeBbIX My Tsix. MTHOTA M3-3a pa3BUTHSI TOYEYHON HEJOCTAaTOYHOCTH MOYKET OKa3aThCsI
HeoOXOMMa TPAHCIUIAHTALIMS TTOYKH.






Aaxanronypus 1:250 teic.-1:1 mH. mrogen—

Prmpe = 02—

AJIKanTOHYpHUSA — TeHEeTHYeCKHU 00yC/IOB/IeHHOE
HapyllleHHe MeTa00/IN3Ma, XapaKTepHU3YyIoleecs
BPOXXI€HHBIM e GUIIUTOM PpepMeHTa TOMOTeHTH3WHA3bI U
IIPUBO/ISIIIIEE K HETIOJTHOMY paciernIeHHIO
TOMOT€HTU3MHOBOU KUCJIOTEI, €€ SKCKPeLuUu C MO4YOU U
OT/IOXKEHHIO JAHHOTO MeTab0/INTa B TKAHAX (KOJXKe,
CYCTaBHBIX XPSIIAX, CYXOXUIHSX, CKJIepax U Ap.). B ocHoBe
KOTOPO¥ JIKUT HapyllIeHre MeTaboIM3Ma TUPO3HHa,
pUBO/sIIIee K U30BITOUYHOMY 0OPAa30BAHUIO
ITPOMEXYTOYHOT0 MeTaboJ/IMTa - TOMOTeHTU3UHOBOMU
KUC/IOTHI [[pU3HAKY a/IKAITOHYPUH MTOSB/ISIOTCS B IETCTBE
¥ BKJTIOYAIOT BhIZle/ieHre ObICTPO TeMHEIOIIe Ha BO3TyXe
MOYH, ITMTMEHTAIINIO KOXKH U CKJIep, OCTE0APTPO3,
HepPOTUTHA3, OXPHUTIJIOCTh TOI0CA, AUCPHATHIO U T. 11



[[eHHasa natosiorus
MeTabonuyeckme B3aMmMOCBSA3M

deHunanaHnH 4- TUPO3nHAa3a

rmapokcunasa
MEenaHuH
heHunanaHmH -L TUPO3UH
rmgpokcugeHun-
nupoBuorpagHas

TUPO3WH- KUCnoTa
Tpchcbepasa

oKCHOa3a

[[OMOreH3nHoORBRasA
KUCNoOTa




“CHMITTOMOKOMIUIEKCAMH: TOMOTEHTH3MHOBOM aun,u,ypnen
OXPOHO30M U . DTU TIPU3HAKU BO3HUKAIOT B
pPa3HOe BpeMsi: OKpalllMBaHHEe MOYM CYLIeCTBYeT C POXIEHUs,
MUTMEeHTALUs TKAaHeU CTAaHOBUTCS BIPAXKEHHOM K 30 To/iaM,
Mopa)keHWe CyCTaBOB Pa3BHUBaeTCsl HA YeTBEPTOM JleCSITHIeTUU
YXU3HHM.

PanHue mpu3HaKM aIKAITOHYPHUH MOYXHO 3aMETHUThH elle B
pPaHHEM JETCKOM BO3pacTe: Ha MOKPBIX TTeJIeHKaxX pebeHKa
OCTAIOTCSI TEMHBIE PA3BOZBI OT MOYH, KOTOPble HEBO3MOYXXHO
OoTCTUPATh. M3-3a 60/IBIIOTO KOTMYeCTBa TOMOTeHTU3UHOBOM
KHCJIOThI COOpaHHAsI MOYa IMPU OTCTAaUBAHUU TAaK)Ke OBICTPO
npuoOpeTaeT TeMHO-OypbIN IBeT. B maspHeHIIeM o CTOPOHBI
MOYEeT0JI0BBIX OPTaHOB HEPEIKO

Pa3BUBAIOTCS ,

; :
Ko)xHBIN CHH/IPOM TIpY a/IKaNTOHYpUE
MTOSIBJICHWEM CepPO-KOPUYHEBOU ITUT'M
00/IaCTH CTUHKH HOCA, BOKDYT ry6 51
YXUBOTE, MOAMBIIIEYHOM MU MIaXOBOU Of







o'T IpU3H W/
YIUIOTHEHHE B CepO-TO/Iy00€e OKpalIMBaHUE YIITHbIX

PAaKOBUH, MUTMEHTAIIMS CKJIePbl 1 KOHbIOHKTHBBI.
i dysHoe oToKeHr e TUTMEHTA OTMEYaeTCs B
XpSIIaX TOPTAaHU, YTO COMTPOBOXKIAETCSI OXPUTIIOCTHIO
roJIoCa, OABINIKON, mucdarveit U 60JbI0 TpU
rioTaHuu. CoO BpeMeHeM pa3BUBaeTCs
Ka/IbITMPUKAIIMS QOPTHI U KJIATTAHOB CEePZIIa,

cyieACTBHUEM HYEero ABJIAAIOTCA
= —




dIHOCTUKaA allkarl

® Yawe Bcero afKanTOHYpPUS JUAarHOCTUPYETCS elle B
PaHHEM ZI€TCKOM BO3PacTe, OAHAKO B pPAZE CIy4aeB MOXEeT
BBISIB/ISITBCSI TOJIBKO 110 Mepe Pa3BUTHUS MIOJTHOTO
CUMITOMOKOMILJIEKCA. BayKHOEe 3HaYeHWe UMEIOT YKa3aHU S
Ha BblJIe/IeHe MOYU, TEMHEeIOLe Ha BO3yXe; Ha/Inuue
MUTMEHTALUU U YIUIOTHEHUS KOXXU; IPOrpeccupyroliee
MMOPAYKeHHe MO3BOHOYHUKA U CYCTAaBOB

® PenTrenonoruveckoe

® YnpTpasByKoOBOe

® DHIocKoImM4ecKoe

® u nabopaTopHOe 00C/IeZloBaHME.




—J1e4qeHne alJikaritfoHy

DTHUOIATOTEeHEeTUYeCKas Tepalvsi reHeTHYeCKOH
aJIKAIITOHYPUH Ha CETOIHSIIHUM TeHb He pa3paboTaHa.
Il ns mpemoTBpalieHust H30BITOYHOTO 0OPA30BAHMUS
TOMOT€HTHU3WHOBOM KHCIOTHI HEKOTOPbIE aBTOPbI
YKa3bIBAIOT Ha 11e/1eCO00Pa3HOCTh COOTIOAEeHUS
HU3K00emKoBOM aueThl. C 11e/IbI0 YIyYIleHUSs
MeTabo/IM3Ma TUPO3WHA ITPU AJTKAIITOHYPHH MTOKa3aH
npueMm BuTamuHa C. B 0CHOBHOM >ke MeZJMKaMeHTO3Hasl
Teparus aJIKANTOHYPHUH HOCUT CUMIITOMATHYe CKUMA
XapaKTep U BKIIOYAET IIPHeM HeCTEPOUTHBIX
IIPOTHUBOBOCITA/IUTETbHBIX CPEICTB, CIIa3MOTUTHUKOB,
XOHIPOIPOTEKTOPOB; BHYTPHUCYCTAaBHOE BBe/IEHHE
I'UIPOKOPTH30HA, THATyPOHOBOM KHUC/IOTHI.






