MHUHUCTEPCTBO 3/IPABOOXPAHEHN A PECITYBJIMKU BEJIAPYCh
T'OMEJIbCKHI TOCYJAPCTBEHHBINM MEJUILIMHCKUN UHCTUTYT

T.C.YTroJbHUK

(ITox penakumeit npod. FO.U. banaaxkeBcKkoro)

HACJIEACTBEHHBIE BOJIE3BHU OBMEHA BEIIIECTB

I'omens, 1998



Pexomennosano MeTtoanueckoi KOMHUCCHEN o MEJINKO-
OHOJIOTHUYECKAM JTACIHUIUIMHAM T"'omessckoro roCyAapCTBEHHOIO
MEJUIIMHCKOT0 UHCTUTYTAa (mpoTokoa N12 ot 1998 r)

PeuenszenT- 3aB. kadeapoil OHMOJOTMYECKOHM XHWMHH, MA.M.H.,
noueHt A.N.I'puiyk

Vromeauk T.C. HacnencrBenubsle 00e3HU 0OMEHA BEIECTB ;| Y4uel-
HOoe mocobwue / mox pen. FO.U.barnaxesckoro.- ['omens, 1998. - c. 41

B yueGHOM noco6uu 0600111eHb COBPEMEHHBIEC CBEJICHHUS O MMaTOreHe-
3¢, KJIMHUYECKUX TMPOSBICHHUIX U JaOOpPATOPHON MUArHOCTHKE psaa Hac-
JIEICTBEHHBIX 00JI€3HEN 0OMEHa BEIECTB.

[IpenHa3HadyeHa s CTYICHTOB MEIUITUHCKUX HHCTUTYTOB.

T.C.YroapHHUK



K nacrosmemy BpemeHu u3BecTHo Ooiyee 2500 HacmencTBeHHBIX (ep-
MeHTornatui, 20 KJaccoB HACJIEACTBEHHBIX OOIe3HEH OOMeHa, HO TOJLKO IS
gactu u3 HUX (A7 300) ycTaHOBJIEH TOYHBIN yPOBEHb META00INYECKOro OJI0Ka
u xapaktep ¢epmeHTaTUBHOTO Aedekta. Jlo cux mop Oonblmas 4acTh ITHX
3a00J7€BaHUl HE JIMArHOCTUPYETCS WM  BBIABISETCS TMO3AHO, KOrja
NPOUCIICANINE HApyIIEHUsT HOCAT HeoOpatumblii xapaktep. OpHa wu3
TPYAHOCTEW paHHEW AMArHOCTUKW 3aKJIF0YaeTCs B TOM, YTO B MEPHOJ HO-
BOPOXICHHOCTH y 3THUX JIETeH HET CHElU(UUYECKUX PACCTPOMCTB, a MO3THUE
pOsBICHUS (DEHOTUIIMYECKH CXOXKHU C 3a00JIEBAHUSIMU HEHACIEICTBEHHOTO
reie3a. Brtopas 0COOEHHOCTb COCTOMT B TOM, YTO JUIS HACJIEACTBEHHBIX
3a00ieBaHUN OOMEHA BEIIECTB XapaKTEPEeH KIMHUYECKUNA TOIUMOPPU3M,
OOyCJIOBIIGHHBIN ~ T€HETHYECKOW  TeTePOTreHHOCThI0. ITO  OOBICHSETCS
HaJIUYUEM MHOXKECTBEHHBIX H30aJUICJIbHBIX MYyTallkid M BO3MOKHOCTBIO
BO3HUKHOBEHUS MYTallMil B Pa3HbIX T'€HAaX.

Knunndeckue nposiBiieHus HACIEACTBEHHBIX Oo0Jie3HEH OOMEHa BEUIECTB
BO MHOTOM OTPEICISIIOTCS MOPaKEHUEM HEPBHON CHCTEMBI (OCOOEHHO MpH
HapyIICHUSIX OOMEHa AaMUHOKHCIOT, JIMIHUIOB M KHUCJIBIX TJIUKO3aMUHO-
[JIMKAHOB), YTO B CBOIO OYEpE/b, YCHIMBACT UMEIOIIHUECS HapYyIICHUS U
yCYTyOnsieT TSKECTh KIMHUYECKUX TMposiBIIeHU 3a0osieBanus. [ns auar-
HOCTUKHM HACJICJICTBEHHBIX 00JIe3HEH BaXKCH aHallu3 HEBPOJOTMYECKUX
CHUMIITOMOB, OCOOCHHO Ha PAaHHHUX CTAAMUSIX PA3BUTHS, U Pa3rpaHUUYECHUE UX OT
dbeHokonuii- 3a00J€BaHUM  HEHACTEJACTBEHHOM MPHUPOJLI CO  CXOJTHOM
KJINHUYECKON KapTUHOW. BakHOE NMpakTHUEeCKOE 3HAYEHHWE MMEET BbIABICHUE
reTepO3UTrOTHBIX HOCUTENIEH MyTaHTHOT'O T€HA MPHU HACJIEACTBEHHBIX OOJIE3HSIX.
Hampumep, npu wyactore denunkeronypun 1:10 000, MyTaHTHBIH TeH
BcTpeuaercaB  nomyysiuud — 1:50.  ['eTepo3urorHoe  COCTOSIHUE  MOXKET
KIIMHUYECKH HE OOHApYXHMBAThCS, IIOITOMY BBISBICHHE YMEPEHHO BBI-
paXEHHBIX M3MEHEHUI MeTaboJiM3Ma SIBISETCS €IMHCTBEHHBIM yKa3aHUEM Ha
HaJU4Yue MyTaHTHOI'O I'eHa.

HacaencrBeHnnbie 00J1€3HNM 00MEeHA AMUHOKHCJIOT

Pone aMMHOKMCIOT Uil OpraHu3Ma 4YeJlOBEeKa 4YpEe3BbIYAHO BEJIHUKA.
AMUHOKHUCIIOTHI SIBISIOTCSI OCHOBHBIMH CTPYKTYPHBIMU 3JIEMEHTaMU OEJKOB,
HEOOXOIMMBI Il CHHTE3a HMMMYHOIJIOOYJIMHOB, TOPMOHOB, CIIyXaT HCTOY-
HUKOM SHeprud. Kaxnapiii QepMeHT winm OenoK HMeeT cheruduueckue
CBOMCTBAa U (PYHKUMH, KOTOpPbIE OMNPENEISAIOT U PETYJIUPYIOT CIOXKHBIE 00-
MEHHbIE MPOLECCHl U PA3BUTHE OPraHU3Ma.

YacTb aMMHOKHUCIIOT HE MOXET CUHTE3UPOBAThCS B OPraHU3ME YeJIOBEKa.
DTO HEe3aMEeHHMbIE aMHHOKHCIOTHI: TpunrodaH, (eHuIanaHuH, METHOHHH,
JU3UH, JEHIUH, U30J1€ULIUH, BAIUH U TPEOHUH. B neTckom BO3-



pacTe K MX 4YMCIy OTHOCHTCS THCTUANH, T.K. OpraHU3M peOCHKa He
MOXKET CUHTE3UPOBATh 3Ty aMHUHOKHUCIOTY B HEOOXOJUMBIX ISl HOPMAJIbHOTO
pocta kKosmuecTBax. KieTkn pacTymmx TKaHell coAep:KaT aMHUHOKHCIIOTHI B

BBICOKMX KOHIIEHTpAalMAX, 4YTO SBISETCS CBUJIETEILCTBOM BBICOKOM
WHTEHCUBHOCTH IMPOIECCOB TPAHCIOPTA aMUHOKHUCIOT 4Yepe3 KJIETOUYHBIE
MeMOpaHBbI.

Jlnst obecniedeHrss HOPMAJIBHOTO POCTAa W Pa3BUTHUSL BaXXHO HE TOJIBKO
KOJIMYECTBO NOCTYMNAKOIIUX aMUHOKHCIOT, HO U UX cooTHomeHue. Ilpu us-
ObITKE WM HEJOCTATKE aMHUHOKHCIOT Pa3BUBAIOTCS SIBJICHUS aMUHOKHCIOT-
Horo aucOananca. Hampumep, M30BITOK JieWlIMHA B MHUIIE TOPMO3UT POCT
OpraHu3Ma, METMOHWHA- BBI3bIBAET TOKCHYECKOE NOPAKEHUE HEPBHOM CHC-
TEMBI, IIMCTUHA- CTTIOCOOCTBYET PA3BUTHUIO JKUPOBOW HHPUIHTPALIUU TTCYEHHU.

Takum oOpa3zoMm, HapylieHHs MeTa0oJM3Ma aMHHOKHCIOT TMPUBOIAT K
HAPYUICHUIO HOPMAIBHOTO (DYHKITMOHMPOBAHHUS OpPraHru3Ma YeJIOBeKa.

HacnencrBeHHble HApYLIEHUsI 00MEeHA AMHHOKHCJIOT.
( FO."N.bapamnues, FO.E.Benbtumes, 1978 r.)

1. HacnencrBeHHble HapylieHus OOMEHa aMHMHOKHCIIOT, COIPOBOXKIAIO-
HIMecsl yBEJIMYEHWEM HMX KOHIIGHTpAllMM B KPOBU M Moue: (EHUIIKETOHYpHS,
TUCTUAMHEMHUS, Tpuntodanypusi, 601e3Hpb "KIEHOBOTO CUpoOIa", OpHUTHHEMUS,
uuTpyuiiHemMuss u Ap. HacnemoBanue, B OCHOBHOM, II0 ayTOCOMHO-
perieccuBHOMY THUIy. B ocHOBe pa3BuTHs 3a00JICBaHUIN JICKHUT HApyIICHHUE
CUHTE3a WU CTPYKTYPHI T€X WM UHBIX (DEPMEHTOB.

2. HacnenctBeHHbIE HapymIeHUST OOMEHa aMHUHOKHUCIOT, COMPOBOXKIAIO-
IIFeCs] YBEJTUYCHUEM WX BBIJCICHHS ¢ MOUOl 0€3 M3MEHEHHS YPOBHS B KPOBHU:
TOMOIIUCTUHYPHS, Turmodocdarasusi, apruHOCYKIIMHATAUAYpUs u np. llpwm
JAHHBIX DH3UMOIATHUSX HapyIIeHO OOpaTHOE BcCachlBAHWE B IOYKAX, 4YTO
MPUBOJUT K YBEIIMUCHUIO UX COJICPIKAHUS B MOYE.

3. HacnencTBeHHble HapylIEHUS CUCTEM TPAHCIIOPTA AMUHOKHUCIIOT:
nUCTUHYpus, Tpuntodanypusi, Oonesubp [aptHena u ap. K »Toil rpynme
OTHOCATCA JH3UMONATHH, PAa3BUTHUE KOTOPHIX OOYCIIOBIECHO CHIKEHHEM pe-
abcopO1MKY AMUHOKHUCIIOT B TOYKaX U KUILIEYHUKE.

4. Bropuunble runepaMuHoruaypuun: cuaapom dankonu, ppykrozemus,
ramakrosemusi, ©Oone3Hb Buiabcona-KonoBasioBa u ap. Ilpum  maHHBIX
COCTOSIHUSIX BO3HUKAET BTOPUYHAS T€HEPAIN30BAHHAS TUIIEPAMUHOALINMAYPHUS B
pe3yJIbTaTe BTOPUYHBIX TYOYISAPHBIX HAPYIICHUN.



Dennikeronypus (PKY)

Bnepsoie ommcana B 1934 r. Folling non nHa3zanuem "deHunnupo-
BUHOTpagHasi UMOCIWIHHOCTR". Tun Haciaen0BaHUsI- ayTOCOMHO-PEIIECCUBHBIN.
Yacrora 3aboneBanust cocrasiger 1:10000- 1:20000 HOBOPOXKIECHHBIX.
[IpeHaranbHblid AUATHO3 BO3MOXKEH MPU UCIIOJIB30BAHUN F€HETUYECKUX 30H]I0B
1 OMOIICHU BOPCUH XOPHOHA.

K pa3Butuio kimaccuueckoi kiamHuuyecko kaptussl npu OKY npuBoaut
HEJI0CTAaTOYHOCTh (PEHUJIATAHUHTUAPOKCHIIAa3bl U HEAOCTATOYHOCTh PEaYKTa3bl
OUTUApONTepUHa- 2-ro (epMeHTa, 00eCHeuMBaIOIIEro TUIAPOKCUINPOBAHUE
dbenunanannna. VX HeEmOCTaTOK MPUBOAUT K HAKOIUICHHIO (DeHMIIaTaHWHA
(DA) B xuakux cpenax opranuzma (cxema 1). Kak uzBectno, @A otHOCHUTCA K
HE3aMEHMMbIM aMUHOKHUcioTaM. [locTynaronuii ¢ mpoyKraMyu MUTaHUS U HE
UCTIONb3yEeMBIN JIJIsl CHHTE3a Oelika, OH pachajaeTcsl Mo THPO3WHOBOMY ITyTH.
[Ipu O®OKY wnabmromaercs orpanuuyeHue mnpespamieHuss GA B TUPO3UH W,
COOTBETCTBEHHO, YCKOPEHHE €ro MnpeBpauieHusi B (PEHWINMUPOBUHOIPATHYIO
KHUCIIOTY U APYTIHe KETOHOBBIE KUCIOTHI.
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Cxema 1. BapuanTsl HapylieHuit Metaboau3ma GpeHuIalaHuHa.

Cy1iecTBOBaHUE PA3TMYHBIX KIMHUKO-OMOXuMU4eckux BapuanToB OKY
OOBSICHSIETCSI TeM, 4YTO (PEHMIANTAaHUHTHIPOKCHIA3a SBISIETCA  YacCThIO
MYJIbTU(EPMEHTHON CUCTEMBI.




Paznauuaror caenyrommue popmbl PKY:

1. Kimaccuyeckas

2. CkpslTas.

3. Atunnunasi.

Pa3Butue atunuunbix U cKpbIThix (opm DKV cesas3biBatoT ¢ Hepocra-
TOYHOCTBIO (DeHUJIATAaHUHTPAHCAMUHA3bl, TUPOZUHTPAHCAMHUHA3bl U OKCHJIa3bl
naparuapokcupeHnInupoBUHOrpagHol kucnotbl. AtunuuHas OKY oObruno
HE COIIPOBOXKJIAETCS IMOPAKEHUEM HEPBHOM CUCTEMBI B PE3YJIbTaTe IO3IHETO
pa3ButTus (EPMEHTATUBHOTO Je(eKTa.

VY KeHIUH ¢ (EHWIKETOHYpUEeH BO3MOXKHO POXACHHUE JETeN C MHKpO-
nedanuen, 3aJepKKOH yMCTBEHHOI'O pa3BUTHUS, HAPYLICHUSAMU pa3BUTHUSA
MOUYEBBIIETUTEILHON CUCTEMBI, TO3TOMY HEOOXOAMMO Ha3HAYEHHUE TUETO-
Tepanuu BO BpeMsi OEpeMEHHOCTH.

Kiannuveckne cuMnTomsl y 60abHbIX DKY

[Ipu poxnennn peGeHOK ¢ (EHUIIKETOHYpUEH BBITIISJIUT 3I0POBBIM.
3aboneBaHue y 9TUX JIeTel MPOSIBISIETCS HA TIEPBOM TOJTY JKU3HHU.

1. Narennexryansublil nedext. HeneueHnusiit pedbeHoK Tepset okoino S50
6amnoB 1Q k koHITy 1-T0 TOAa )XU3HU. Y OOJBHBIX HE BBISIBISICTCS 3aBUCHMOCTH
Mexay ypoBHeM DA U cTeneHbl0 HHTEIUIEKTYalIbHOTO JedeKTa.

2. Cynopoxusiit cuagpom (4 50%), sx3ema, THIOMUTMEHTAIIUS.

3. Hapyuienue KoopiuHaluK ABUKEHUS.

4. 3anepxKKa pa3BUTUS CTATHUYECKUX U JBUTATEIbHBIX (QYHKIIUI.

5. Ilopaxkenue NUpaMUIHBIX IIyTEU U CTPUONIAIIINIAPHOU CUCTEMBI.

Knunnueckue nposiBnenus kiaccuueckoit @KV penko BcTpeuaroTcs B
CTpaHax, B KOTOPBIX AEHCTBYET MPOrpaMMa HEOHATAIbHOTO CKPUHUHTA Ha 3TO
3a0osieBaHueE.

VY nereit ¢ ¢deHWIKETOHYpUeH HaOJI0/1aeTCsl MOBBIIICHHBIA YPOBEHb B
Moue meTtabonutoB DPA. YBenuueHne B (PU3MOIOTHYECKUX KHUIAKOCTIX CO-
nepxxanuss @A ¥ HEOOKHUCICHHBIX TPOJIYKTOB €ro MeTaboim3Ma MPUBOIUT K
MOPAXXEHUI0 HEPBHOUM cucTeMbl. OmnpeleNeHHass pojib B 3THUX HAPYUIEHUAX
NPUHAMICKUT AUCOATAaHCY aMUHOKHUCIOT (AehHUIIUT TUPO3WHA, KOTOPHIA B
HOPME aKTHBHO y4YacTBYET B IMOCTPOCHHHM OCIIKOBOTO KOMITOHEHTa MHEIIMHA).
JlemuenvHU3aUs SABISCTCS XapaKTEPHBIM MATOMOP(OTOTHISCKAM MTPU3HAKOM
dbenunkeTonypun. Hapyiienue cooTHOIIEHUSI aMUHOKHUCIIOT B
KPOBU MIPUBOJUT K HAPYIIEHUIO YPOBHSI CBOOOIHBIX aMUHOKHUCIIOT B TOJIOBHOM
MO3Tre, YTO BBI3bIBACT CJIa00yMHUE, THUIEPKUHE3bl U JAPYrUe HEBPOJIOTUUYECKHUE
CHUMIITOMBI.

[MupamugHble CUMOTOMBI O0YCIIOBJICHBI HAPYIICHHEM MPOLIECCOB MHEIIU-
Huzanuu. M30uparenbHblil xapakTep MOpa)K€HUSI HEPBHOM CHUCTEMbI OOBsC-
HSIETCS OCOOEHHOCTSIMM MMEJIMHU3AIMU- MOPAKaIOTCsl Hauboyiee MOJIoAbIe B
(UIOTeHETUYECKOM OTHOIIICHUU OT/IEJbI, BBIMOIHSIONME CIOXKHBIE U Audde-



peHnpoBanHble QyHKUMU. C HeAOCTAaTOYHBIM OOpa3oBaHHEM MeEJaHUHA U3

TUPO3MHA CBSI3BIBAIOT TONyOOW LBET IJIa3, CBETIYIO KOXy. 3amax '"riecenu"
"MBILIMHBIA", "BOMUNIA") 0OBICHAETCS HANMYKUEM (DEHHITYKCYCHOM

KHUCIOTBI B Mode. KoxHbIe MposiBIEHUS (3KCCYNaTUBHBINA JUATE3, IK3EMBI)

CBSA3aHbI C BBIJCJIICHUEM aHOMaJIbHBIX MeTaboauToB. HemoctatouHocTs 00-

pa3oBaHUs aIPEHEPITUUYECKUX TOPMOHOB U3 TUPO3MHA IPUBOJIUT K apTEPHU-

aJbHOMN TUIIOTOHUH.

Heo6xomumo otmeruthb, uto mnpu DKY B maromornyeckuit mpoiecc
BOBJICKAETCs I€YEHb, HO XapakTep MOP(QOIOTHUECKUX PACCTPONUCTB HE
SBIIAETCA CIEUU(DPUYHBIM: BBISBISIOTCS TMPU3HAKKA TKAHEBOW THIIOKCUH, Ha-
PYIICHUS] OKHUCIUTEIBHOM U OENIOKCUHTE3UpYIoled (yHKIHMH, Meperpy3ka
aununamu. Hapsny ¢ 3TuM HaOm0Jal0TCs KOMIIEHCATOPHO-IPUCTIOCOOUTENb-
HbIC HW3MEHEHHMs. BBICOKOE COJEpXKAHUE TIJMKOIEHAa, THUIIEepIUIa3usi MHUTO-
XOHApuU. ['eHepanu3zoBaHHyr runepamuHoanuaemuro npu DOKY MoxHO
OOBSCHUTh BTOPUYHBIM HApyLIEHUEM METa00JM3Ma AMHHOKHCIOT B CBS3H C
MOBPEXKJICHUEM TeNaToLUTOB, T.K. MHOTHE ()EPMEHTHI, YIaCTBYIOIIUE B aMUHO-
KHCIIOTHOM OOMEHE, JIOKAJTU3YIOTCS B IIE€YEHHU.

V HeneueHplX O0JBHBIX ¢ Kiaccuueckor DKV mnaOmromaercst 3HA4H-
TEJIBbHOE CHIKEHHE KOHUEHTpPAlUHUHM KaTEXOJIAMUHOB, CEPOTOHMHA U HX IIPO-
W3BOJHBIX B MOY€, KPOBH, JMKBOpe. [loaTomy B KomiuiekcHOM JieueHnn OKY
HEoOXo/MMa TNPOMEIUATOpHAs KOPPEKIMs, TaK KaK NaplUabHbIA HH-
TEJUIEKTYaJbHBIN 1e(PEeKT MOKeT OBbITh CBSI3aH C HEWPOMEIUATOPHBIMU Hapy-
HIEHUSAMM.

Kpurepun 1MarHocTHKU KJIaCCH4eCKOH (popMbl PeHUIKETOHYPUM:
1. Yposens @A B muazme Bboiie 240 MMOJIB/II.

2. Bropuunslii 1eunut THpo3uHa.

3. IloBbIlIEHHBIN YPOBEHb B MO4Ye META00IUTOB DA.

4. CHM>KEeHHas TOJEPAHTHOCTD K IMOJTYyYEHHOMY BHYTph DPA.

MeToabl AMATHOCTHKH (PEHUITKETOHYPHUH.

1. IIpo6a @ennunra ¢ FeCls- mpu moI0KUTENBHOM aHATN3€ TOSBIISETCS
CHUHE-3€JICHOE OKPAlIMBaHUE MOYH.

2. B xpoBH BbIsIBII€HHE U30bITKA (pEHUITAIAHNHA BO3MOYKHO C IIOMOIIbIO
OakTepuaabHOro 3KCcIpecc- Tecta ['onpadap6a unum Tecta [Natpu (T.K. B
TE€YEHHUE MEePBBIX JTHEH KU3HU (PEHUIMUPOBUHOTPAIHAS KHCIIOTa B MOUE MOXKET
OTCYTCTBOBATb).

IIpu ®KYVY npoBoaurcs jieueHUE TUETON C OrPAaHUYECHHBIM COJEPKAHUEM
®A (TimaBHBIM 00pa30M Ha3HAYalOT OBOIIHBIC Oitona, Men, GpykTe). Takue
IPOIYKTHI, KaK MOJIOKO, MOJIOYHBIC HW3JENus, Sila, pbi0a, TOJDKHBI OBITh
MOJIHOCTBIO MCKIIIOUEHBI B mepuoj npedsiBanus 60ipHBIX ¢ DKY Ha ocTpoit



nuete. HasHawaroTcs crnenmalibHble Tpenaparbl (IuMorpaH, JodeHanak) u
BUTAMUHBI.

OnrtumanibHble CPOKU 00CIIEIOBAHUSI HOBOPOKIECHHBIX- 0-14 neHb KU3HH,
Havyayo Tepanuu - He mo3aHee 21 mHS xu3HM. HeoOXomWMo MOMHHTH, YTO
IIPOBEJCHNUE MCCIEAOBAaHUSA B IEPBBIE CYTKM HE MCKIIOYAET JOKHOIIO-
JIOKUTEIBHBIX WM JIOKHOOTPULATENbHBIX PE3yJbTaTOB ( MOBTOPHOE HCCIIE-
JIOBaHUE MPOBOJAT 110 21 1HA kU3HU ). DPPEKTUBHOCTD JIEUEHUSI OLIECHUBAETCS
[0 UHTEJUIEKTYaJIbHOMY YPOBHIO pa3BUTHA MNanueHTa. HeoO0XoIuMo OTMETUTD,
YTO JICYEHUE, HAYATOE IOCJIE TOJa HE HOPMAIMU3YET HHTEIUIEKT IOJIHOCTHIO
(BO3MOXKHO, 3TO CBSI3aHO C PA3BUTHUEM HEOOPATUMBIX U3MEHEHUI B MO3Te).

IrOMOIMCTHUHYPUA

3aboneBanue BrepBoie onucano B 1962 r. Carson u Neil. Hacnenyercs mo
ayTOCOMHO-PELECCUBHOMY THIY. YacToTa roMOIMCTUHYpUU cocTasisier 1:200
000 HOBOPOKIEHHBIX.

B ocHoBe 3a0oieBaHMs JEKUT OTCYTCTBUE WM CHHYKEHHE AKTHBHOCTH
(epMeHTa LHUCTaTUOHUHCUHTETA3bl, YTO BEIET K HApPYyILICHHIO OOMeHa
meTroHnHa. KodakTopom mucratmoHcHMHTETa3bl siBisieTcss BUTaMuH Bg. Ilo-
TOMY HaOJIIOAAETCS] MUPUIOKCUHYYBCTBUTEIbHAS U MUPUAOKCUHPE3UCTEHTHAS
dopmbl. Y poaureneil U pPOACTBEHHUKOB OOJIBHBIX YacTO OOHAPY>KUBAIOT
mu3oppeHuto. Pamom aBTOpoB oTMedaeTcss (PEHOTHIMYECKOE CXOJICTBO C
6one3npto Mapdana. OgHako, MpU TOMOLMCTUHYPUU B OTJIMUME OT OOJIE3HU
Mapdana 6osnee BbIpakeHbl U3MEHEHHSI HEPBHOW CHCTEMBbI, CHU)KEHUE MHTEI-
JIEKTA U CYJIOPOKHBI CHHIPOM.

@®opMbI TOMOIUCTHHYPHU:

1. Knaccuueckas.
2. CszaHHas ¢ neUIIMTOM yTHIH3allMK BuTaMuHa Be.
3. O0ycrioBneHHas HApyIIeHHEM MeTa0oIu3Ma (POTMEBON KUCIOTHI.

Knunudecku paetu, OonbHBIE KilacCHYeCKOW (HOpPMOHM, MpPU POXKICHUU
BBITVISIISIT 370pOBbIMU. BO3MOXHBI JIMIIb 3a/iep)KKa pocTa U pa3Butus. [u-
arHo3 OOBIYHO YCTaHABIIMBAETCS MOCJE 3-X JIET, KOT/Ia BBIABIISAETCS MOJBBIBUX
xpyctanuka. OCHOBHOW PEHTTEHOJIOTMYECKUH NpPHU3HAK- T'eHEepaJTu30BaHHbBIN
OCTEOI0PO3.

[Ipu romouucTuHypuu HabIrOIaETCsd KIMHUYECKUU noaumopdusm. Og-
HAKO, MOKHO BBIJIENTUTH CBOCOOPA3HBIN KOMITJIEKC MTPU3HAKOB (Tadnuia 1).



Tabmuma 1
CUMNITOMOKOMILIEKC TOMOIMCTHHYPHHA
( FO.N.bapamnes, KO.U.BenapTumes, 1978 r.)

CuMnTomsbl @eHOTUNMHYECKHE IPOsIBJICHUA

N3menenue YKOpOUEHHOE  TYJIOBUIIE,Y/UIMHEHHbIE  KOHEYHOCTH,
CKeJeTa HapylieHHas oOcaHka, '"OameHHas" ¢opMa deperna,
HEMpaBWIbHBIM TMPUKYC U POCT 3yO0OB,BHICOKOE HEODO,
"KpbUIOBUHBIE" JIOIIATKH, BOPOHKOOOpa3Has
nedopmalvsi TPyAHOW KIETKH, BajblycHas Jedopmarius
IPYJIHON KJIETKH, BajblyCHas JAedopmanusi HUKHUX
KOHEYHOCTEH, IIIOCKOCTOINE, YMEPEHHBIN OCTEONOPO3

CHM>XEHHBIN MHTEJUIEKT,1aTOJIOTHYECKUI XapaKTep
O0I', cmacTuyeckas IMoXoIKa
N3menenue
HEpBHOM cucteMbl | [1oABBIBUX XpyCTAIIMKOB, BTOPUYHAS IJ1ayKOMa,
W3MEHEHUS TIIa3HOTO THA

Hapymenune

3peHus Hapymienue 0OMEHHBIX MPOIIeCCOB B MUOKap/e (10
nanabiM DKT)

Cepneuno-

COCYJIUCTBIE

paccTporcTBa

CBeTJible, MATKUE,BBIOIIUECS KPYITHBIMHA 3aBUTKAMHU

BOJIOCHI, TOJIy0Oii LIBET pay>kKHOM 000JI0YKH

Bremnue

MPU3HAKU

l'oMoLMCTUHYPHUS BENET K MOPAXKEHUIO COCIAMHUTENBHON TKAHU 3a
CUET YCHJICHHUSI CHUHTE3a CYJIb(aTUPOBAHHBIX MPOTEOTIMKAHOB C IMOCIEAYIO-
i€l JIereHepaure AIacTUYECKUX DJJIEMEHTOB, JEMO3UIMENH KOJUIAreHa |
KaubI(UKaIei. BopiieueHre B MaToI0rHYECKUi MPOIECC COSTUHUTEIIBHON
TKaHU TPUBOJUT K KOCTHBIM Ae(pOpMalusM, TOJIBHIBUXY XPYCTAIMKA KHHU3Y.
['ene3 moaBhIBUXA XpyCTalMKa CICAYIOMUNA: AEPUIIUT IUCTHHA MPUBOIUT K
BOBJICYEHHUIO B MPOLIECC COCIMHUTEIBHOTKAHHBIX BOJIOKOH IMHHOBBIX CBSA30K.
Y OGONBHBIX C TOMOUUCTUHYPHUEH BBIABISIOTCS Pa3sHOOOpPA3HBIC MOPAKCHUS
opraHa 3peHusi: OJU30pPYKOCTb, W3MEHEHMS TJIa3HOTO JHA, BTOpPUYHAs
rinaykoMa. Pe3koe majeHue OCTpOTHl 3pE€HUs NPUBOAUT K HWHBAIU3ALUU
OOJIbHBIX.

[Ipy TOMOLIMCTUHYPHUH C MOUYON M3OBITOYHO BBIBOJUTCS TOMOIIMCTUH B
pe3yJibTaT€ WHAKTUBAIMU IIMCTATUOHMHCUHTETA3bl B TOJIOBHOM MO3r€ U
nedeHu 6oapHbIX. M3menenust [THC y nereit ¢ romonucTuHypurein oOHapyx u-
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Batotcs B 50 % ciydaeB. [Ipoucxoxienne MHTEIUIEKTYalIbHOro JAedeKTa npu
TOM 3a00J€BaHUM [0 CUX MMOp HE sAcHO. OTMEYEHO COYeTaHHue TOMO-
LUCTUHYPHH C 3MWICTICHEN, MHU30QPEHUEH, 3a1epKKONH HUHTEIIEKTYaIbHOTO
pa3BuTHsA. BBICKa3bIBAIOTCS MPEAIIOI0KEHUSA, YTO OCHOBHOW NMPUYMHOU yMC-
TBEHHOI'0 JiepekTa mpu FOMOLIMCTUHYPHUHU SIBJISIOTCS COCYIUCTBhIE MO3TOBBIE
TpOMOBI, B CBSI3U C 4eM 00pa3yeTcss MHOTO MeJKuX MH(papkToB mo3ra. [Ipu
HTOM BO3HHMKAIOT HEKPOTUYECKUE U JIETEHEPATUBHbIE U3MEHEHUSI B MO3TOBOM
CTBOJIE, 3pUTEIBHOM OyIpe U Kope.

Y OonbHBIX Ooyiee crapmiero Bo3pacta (1o 30 ier) HaGmOmaeTcs
CKJIOHHOCTb K apTepHajbHbIM M BEHO3HBIM TpPOMOO3aM, YTO CBS3aHO C aK-
TUBalMENl FOMOLMCTHUHOM (akTopa XaremaHa, a TakXe C OCEeJaHUEM TIOMO-
LUCTUHA H3-32 €r0 HU3KOM pPACTBOPUMOCTH B MAaTOJOTMYECKH H3MEHEHHOMN
UHTHUME cocyaoB. O6a 3THX Mpolecca MOTYT cO3[aBaTh YCJIOBHS A 00-
pazoBaHMs TPOMOOB.

HeoOxoqumMo OTMETHTh, YTO TOMOLIMCTUHYPHUU CBOWCTBEHEH IIporpe-
JUEHTHBIM XapakTep TEYEeHMs IMaToJIoru4yeckoro mnporecca. Ilpu poxinenun
JeTH OOBIYHO HE MMEIOT KakuxX-TnOo BHemHuX nedextoB. Ho B pesymprare
HACJIEICTBEHHBIX HAPYIIECHUW MOCTENEHHO HAYMHAIOT BBISIBISATHCS W3MEHEHUS
B OTJAEJIbHBIX OpraHax U cucremax. CyllecTByeT 3aBUCHMOCThH KIMHUYECKON
KapTUHBI OT Bo3pacta. Uem crapiie peOeHOK, TeM OOJIbIIE OPraHOB U CUCTEM
BOBJIEKAETCA B MaToJIOrMyeckuil npouecc. Takum oOpa3zoM, TOMOLIUCTUHYPUS -
3TO 3a00JIeBaHHE BCEro OpraHu3Ma. J[MarHOCTUYECKUM HPU3HAKOM SBIISIETCA
U30BITOYHAsL SKCKPELMsI ¢ MOYEH ToMoLMCTHHA (Heo0Xxoauma cBexecoOpaHHas
MOu4a, T.K. TOMOIIMCTHUH Pa3pylIaeTcs IPU XPaHEHUN ).

I'MCTUANHEMMUA

3aboneBanue BriepBbie onucano B 1961 r. Ghadimi ¢ coaBTopamu, a
TepMuH "TuctuauHeMus" npenioxxeH Auerbach ¢ coast. B 1962 rony.

3a0osieBaHNE BO3HUKAET B PE3yJbTaTe OTCYTCTBUS WU HEIOCTATOYHOCTH
aKTUBHOCTU (pepMeHTa rucTUAa3bl. HacnemyeTcss ayTOCOMHO-pPELECCHUBHO.
BrickaspiBaeTcsi MHeHHE 00 ayTOCOMHO-PEIIECCMBHOM Iepeaade C HEMOJHOU
IIEHETPAHTHOCTBIO, CLEIUIEHHOM ¢ X-XpOMOCOMOM HacieaoBaHuu. T.e.,
BO3MOYHO, Pa3IHYHbIe (POPMBI TUCTHAMHEMHH HACIEAYIOTCS TI0 pazHomy. Jlis
JeTel MepBOro roja >KU3HU TUCTUIUH - HE3aMEHHMasi aMUHOKuciorta. [lpu
HEJIOCTaTKEe THUCTHUJIMHA B ATOM BO3pACcT€ OTMEUAETCS HApYyIICHUE PETCHIIUU
a30Ta, BBISBIACTCS JACPUIUT MACChl TeJa, MOSIBISETCA IMICTYIICHUE KOXH M
9K3eMaTo3Hble BbIChINIaHus. CyIleCTBYeT TOYKa 3PEHUS O HE3aMEHUMOCTHU
TUCTHIMHA W JUIS 3J0POBBIX B3pOCHbIX (MpU HEAOCTATKE HAOIIOAAOTCS
NPU3HAKK AHEMHUH C HAPYIIEHUEM 3PUTPOII0I3a).

[Ipy rHCTHIMHEMHHM TPOUCXOTUT HapylieHue camoro 3¢GEGEeKTUBHOTO
aKTUBHOI'O MYTH KaTaboOJu3Ma- MpEeBpalleHUE TUCTHUANHA B YPOKAHUHOBYIO
KHUCIIOTY (3TUM IyTEM B HOPME KaTaOOJIU3UPyETCsl OOJIbIasi YaCTh TUCTHINHA).
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B pesynbraTe mMeTaboianyeckoro OJ0Ka MPOUCXOJHWT HAKOIUICHWE B KPOBU U
MOYE TUCTUAWHA. Y BEIINYEHUE AKTUBHOCTH TPAHCAMUHHUPOBAHUS U YCUJICHHBIN
MEPEBOJ TMCTUAMHA B MUMMIAA30JIIIMPOBUHOTPAJHYIO, MUMHUI030JIMOJIOYHYIO U
MMHUJI030JTyKCYCHYIO KUCITIOTBI SIBJISIETCSI KOMIIEHCATOPHO-IIPUCIIOCOOUTEIBHOMN
peakiuen oprasusma.

['uctuaunemuss oTiv4vaeTcss OOJIBIIONW BapUaAOEIBbHOCTHIO KIMHUYECKUX
MPOSABJICHUN: OT TSKEJIOW YMCTBEHHOU OTCTAJIOCTH O IOJHOTO OTCYTCTBUSA
KaKuX-TM00 cUMITOMOB. CHIDKEHHE HHTEIJIEKTa BbIABISICTCS Juiib y 50 %
OONBHBIX JeTeH. BonbHBIE THCTHAMHEMHEH HMEIOT CBETJIBIM IIBET BOJIOC,
rojiyosie riaza. Ha mepBwIii TuiaH y Takux JACTEH BBICTyHaeT IMOpakKeHUE
HEPBHOM CUCTEMbI: CHUKCHUE MHTEIJIEKTa, HAPYIICHUE PEeYH, CYJIOpOoru. A y
JeTel ¢ HOpMaJIbHBIM HHTEIJICKTOM MOYKHO BBISIBUTH OCOOCH-

HOCTH TICUXUKH TIPU THCTHIMHEMHUN: SMOIIMOHAIBHYIO JTaOMIBHOCTh, arpec-
CHUBHOCTB. XapakTep MOBPEKIACHUS HEPBHOM CHCTEMBI IIPH JTAHHOM 3a00J1e-
BaHMU 3aBHCHUT OT CTECIICHM MHAKTHUBAIIUM TMCTUANAA3EI. IHOTr 1A ruCTHIH-
HEMMUS COUETAETCS C aHOMAJIUSIMU Pa3BUTHSI, HATOJIOTHEN MTOYEK, KOCTHOU
CUCTEMBI.

JI71s mMarHoCTUKHU 3a001eBaHMs HEOOXOIUMO BEISBICHHUE ITOBBIIIICHHOTO
YPOBHSI TUCTU/IUHA B I1a3Me. OKOHYATENIbHBIN JUAarHO3 MOATBEPKIAET OIl-
peaeNeHnE TUCTUAMIa3bl B OPOTrOBEBAOIIEM IIUTEIUN WU TIEYEHU.

HacuaeacrBennble HapyuieHusi 00OMeHa TpunTodana.

Kak u3BectHo, Tpuntodan gBiseTcsi HE3aMEHUMON aMUHOKHUCIIOTOM.
OOpa3yromuiicss mpu pacuieruieHnn OeNKOB TpUNTo(aH dYepe3 KHUIICUHYIO
CTEHKY BCACBIBA€TCSI B KPOBb M HCIOJb3YETCS OPraHU3MOM JJIsl CHUHTE3a
oenkoB. OcranpHasl 4acTh MJET Ha CUHTE3 OMOJIOTMYECKH aKTHBHBIX BEIIECTB:
HUKOTMHAaMHUJIa, CEPOTOHMHA, MEJIATOHHHA W JAp. Takum o0pa3oM, MpoLECcChl
meTabonu3ma TpunToana HUAYT MO TPEM OCHOBHBIM HAIPABICHUSM:
CEPOTOHUHOBOMY, UHJIOJILHOMY U KUHYPEHHUHOBOMY.

K HacneacTBeHHO OOYCIOBJIEHHBIM HapylIEHUsSM OOMeHa TpunTodaHa
OTHOCHUTCA P KIMHUYECKUX CUHIPOMOB U 3a00JI€BaHUMN:

1. bonesns 'apTHEna.

2. Uuukanypus.

3. Cunapowm Tapa.

4. Cungpowm Ilpaiica.

BboJse3ns I'apTHena

Bnepsoie omnucana Baron ¢ coaBr. B 1956 romy. AyTOoCOMHO- pe-
IIECCUBHBIM THUN HacienoBaHus. [lpm manHOM 3a0o0yieBaHMM HAOIIOMACTCS
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TFEeHETUYECKOE HM3MEHEHHE TPAHCIOPTHOM (YHKIUHU KJIETOK CIM3UCTOW 000-
JIOYKH KUIIEYHHKA W MPOKCUMAJBHBIX OTAEJIOB IMOYEYHBIX KaHAJIBLEB. JTO
BEJCT K H30JUPOBAHHOMY JCPEKTy TpaHCIOPTa MOHOAMHUHOKApPOOHOBBIX
kucnoT. Hapyuienne kuiiedyHodl adbcopOuuu TpunrodaHa MPUBOAUT K €ro
OaKTEepUATIbHOMY PACUICIUICHUIO B KUIIEYHHKE O MHI0JIa U MHAOKcuia. ['e-
HEpaJIM30BaHHas aMHUHOAUUAYpUs OOYyCIIOBJI€HA HAapyIIEHUEM KaHaJblEBON
peabcopOiuu.

Jis Goneznu I'apTHema xapakTepHbl KOKHasi (POTOUYCTBUTEIBHOCTD,
HEJJIarponoAo0OHbI  I€pMATUT, MO3KEUKOBasi aTakCHUs C BOBJICUECHUEM B
IPOLECC NUPAMUIHBIX MyTEW, HapyLUIEHHE (PYHKIMM KEIyJO0YHO-KUIIEYHOIO
TpakTa. Y HEKOTOPBIX JETEH BBIABISAETCS YMCTBEHHAs! OTCTAIOCTb.

HNuaukanypus

Brnepsolie onncana B 1965 rony Bickel.

B ocHoBe 3a0osieBaHMS JIEKUT HApPYIIEHHE BCACBIBAHMS TpUNTO(paHA B
KUILIEYHUKE C O00pa3oBaHUEM H30BITOYHOIO KOJMYECTBA WHJ0JIA, KOTOPBIN
BCACBHIBACTCS, OKHUCIIAETCS, CYJIbPaTUPyEeTCss U BBIACISIETCS B BHUJE WHIMKAHA.
[Tocnenuuii OKUCAsIETCS O BIMSHUEM BO3/1yXa J10 TOI1y00ro uHAau-

KaHa, OKpaIIMBAIONIETO MEJICHKN B CUHUMN 1IBET (00JIe3HD "TOMyOBIX MEeIeHOK").

[Ipu nHAMKaHYpUM HAOTIOAACTCS TUIIEPKATBIIUEMHUSI, He(PPOKAIBIIMHO3,
NEPUOANYECKAs TUIIEPTEPMHUSI.

Cunapom Tana

Janubiii cuHapoM BrepBbie omucaH B 1963 rogy Tada ¢ coaBT. mopg
Ha3BaHueM '"TpuntodaHypusi ¢ HaHU3MOM'". AYTOCOMHO- PEIECCUBHBIN THII
HacnenoBanus. Ilpu cunapome Tama HaOmogaeTcs HeAgocTaTok (epmeHTa
TpUNTOQaHIUPPOIIa3bl, KATATU3UPYIOUIETO MpeBpalleHue Tpunrodana B Ku-
HypeHuH. Hapymienust cBsi3aHbl C SHIOTEHHBIM Je(UIUTOM HUKOTHUHOBOM
KHUCIIOTHl U M30BITKOM HHJIOJIbHBIX coenuHeHui. [Ipu cunapome Taga orme-
yaeTcs Tiy0oKasi yMCTBEHHAsI OTCTAIOCTh, HAHU3M, MO3KEUKOBAast aTaKCHsI.

Cunpgpowm Ilpaiica

Bnepseie omncan B 1967 r. Price ¢ coaBropamu. I'enetnueckuii aedekt
KUHYpeHUHTHIpoKcuia3bl. HaOmrogaeTcss M30BITOYHOE BBIIEIEHUE C MOYOM
KMHypeHUHa 3a cueT Osoka depmenTa. OCHOBHOE MPOSIBICHUE CHUHIPOMA
[Ipaiica - ckiiepoaepMus.

I'anakrozemusn

B 1908 rogy Reuss BrepBble OTMETHI, UTO TajJlaKTO3€MHUs OTHOCUTCS K
"BpOKJI€HHBIM OlIMOKaM oOMeHa". M3yueHnto OCHOBHOTO M TOOOYHOIrO MyTei
npeo0pa3zoBaHus raIaKTO3bl CIOCOOCTBOBAIIM TPY/Ibl MHOTUX YUYEHBIX.
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Knaccuueckas rajgakro3eMusi HacjaeayeTcs 0 ayTOCOMHO- PELECCUBHOMY
tuny. Ilo yactore 3anumaer 2-¢ mecro nociae OKY. Ilpu 3TtoM 3aboneBannu
HaOmomaercs  gedumut — ramakto3o-l-docdar-ypumunrpanchepassl. B
SPUTPOLUTAX TOMO3ZHIOT TPHU KIACCHUECKON TaJaKkTO3eMHUH AaKTUBHOCTD
JAHHOTO (hepMEHTa MOUYTU HE ONpeNeNsieTcs, y rerepo3uror coctaniser 50 %
HOPMBI.

['maBHBI TyTh MPe0Opa30BaHUs TalakTO3bl B TIIOKO3Y - 3TO MyTh Jlemya.
[lepBbiM 3TanoM sBiseTcss GocPOpPUIUPOBAHKUE TaJaKTO3bl B MEYEHHU, MO3TE,
sputponuTax. B pesynbrare 3TON peakiuu oOpazyeTcs ramakroso-l-gocdar,
JUIsl  JalbHEHMIIEero MpeBpalieHusi KOTOPOro Heo0XoauM crerupuyecKuii
dbepment ramakto3o-1-pocdar- ypunmuntpanchepaza. Ilpu  gedurure
ranakto3o-1-gpocdar - ypumunaTpancdepaspl HEBO3MOXKEH JTabHEUIITUN
MeTabonu3M Tanakro3o-l-pochara mo VYAD- ramakroszsl. Hakomnenue
ranakrto3o-l-gocdara mnpuBOAUT K  3a00JEBaHHUIO, BO3MOXHO, U BO
BHYTpUyTpoOHOM mepuone. KpoMe 0OCHOBHOTO myTH OOMEHA rajlakTo3bl (ITyTH
Jlemya), cCymecTBYyOT OOXOJHBIC, JOMOJHUTEIbHBIE MYyTH, KOTOPHIC
HEOOXOMMO YYHUTHIBATh B MATOJOTHYECKHX YCIOBUSX MpHU AePUIMTE Tra-
JIAKTO3bI.

Heo0xoauMo MOMHHUTH, YTO M3-3a HAJTUYMs OOJIBIIOro ynciaa (EeHOKONMU
rajakTo3eMusi He BCErJia pacno3HaeTcs cBoeBpeMeHHO. Llenbiil psig Gosie3nei
nepuojia HOBOPOXKJICHHOCTH  KIMHUYECKM CXOJEH C TaJlaKTO3EeMHUEH:
reMoJuTH4ecKass 00Jie3Hb HOBOPOKICHHBIX, BPOXKICHHBIM TEMaTUT, aTpe3us
KEJTUHBIX IMyTeH, SH3UMonaTudeckas xkenryxa Kpurnepa-Haitsipa u pan qpyrux
3a00s1eBaHUM.

[Ipu xiaccuyeckol rajlakTO3eMUM HAOJIOJACTCsl paHHEEe IOsBICHUE
CUMITOMOB 3a00JIeBaHUS: AHOPEKCHUS, pPBOTA, HENEPEHOCHUMOCTh MOJIOKa,
3a/iepKKa YBEIMYEHUS MacChl TeJa, KaTapakTa, TemaToMeraius, >KelTyXa,
OTEKH, T'E€MOpPpAaruyecKue MNposBICHUsA, cruieHomeranws, nopaxenne [[HC.
3amepKka MCUXOMOTOPHOTO PAa3BUTHS BBIABISIETCS PAHO M MPOTPECCHPYET C
BO3pacToM (OJIHAKO, YMCTBEHHAas OTCTAJIOCTh MEHEE BBIPAKEHA, YeM IIpH
DOKY).

Tsoxensie Gopmbl 3a00J€BaHUs UMEIOT SPKYIO KIMHUYECKYIO KapTHUHY
y)K€ B TEpBbIe JHU J>XU3HU: PACCTPOMCTBO MUIIEBAPEHHUS W pe3Kas HMHTOK-
cukauus (pBOTa, MOHOC, TUNOTPO(UA), KEITyXa, KOTOpas HMEET CTOMKUH
XapakTep M HAaCTymaeT 3a CYeT YBEJIMYEHHUsS] KOHIEHTpAIMu MpsSMOTO
ounupyOuna. Hepeako nedeHouHas JKeATyXa COYeTaeTCs C TeMOIUTHUECKON 3a
CUET CHIKEHHUS OCMOTHYECKOW PE3UCTEHTHOCTH 3puTpouuToB. HeobOxomumo
OTMETHUTh, YTO ranakTo30-1-hocdart sBnsercs renaroTokcuuHbIM. [loctenenHo
y OOJILHOTO MPOrPECCUPYIOT MPU3HAKKM NEYEHOYHOM HenocTtaTouHocTu. Ha 2-3
MecCsIe JKU3HM pa3BUBACTCS aCLUT, CIUICHOMErajusi, HapacTaroT SBJICHUS
TOKCHMKO3a M SKCHKO3a. [IOBBIIEHHBI YpPOBEHb TallakKTHOJNa TPHUBOJUT K
Pa3BUTHUIO KaTapakThl (MIPH TKENION (popme raJakTo3eMUU KaTapakTa MOXKET
HaOMOJaThesl  OpU poxaeHuu).  TepmuHanbHas  ctagust  OOJIe3HU
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XapaKTepU3yeTcsl MEYCHOUYHON HEA0CTaTOYHOCTHIO, BRIPAXKEHHON AUCTpoduei
Y IPUCOSTMHEHUEM BTOPHUYHBIX HH(EKITUH.

JluarnocTtuka 3a00JieBaHUs OCHOBaHa HA OMPEACIICHUH TAJIaKTO3bl B KPOBU
u moue. [lpeHaranbHasi OuUarHocTuka- ompenaesieHre (epMeHTa B KIETKax
AMHUOTHUYECKOMN KUJIKOCTU. TECT Ha TOJNEPAHTHOCTHh K TajaKkTO3€ HE HYXKEH U
OmnaceH, T.K. FAJIAKT03a OKa3bIBAET MOBPEKIAIOIEE ACHCTBHE.

HenocTaTo4HOCTH JaKTAa3bl.

ITon neiictBuem depMeHTa JakTazbl B MHUILEBAPUTEIHLHOM TpPAaKTe 4e-
JIOBEKA MPOUCXOAUT (DEPMEHTATUBHBIA THAPOIU3 JaKTa3bl Ha TIIIOKO3Y U
ranakto3y. CyliecTByIOT JIB€ pa3sHOBUIHOCTH ¢depMeHTa: "gerckoro" wu
"B3pocnoro"” Tumna. ['eH, KOHTPOIUPYIOMIMN NEPEBOI JJaKTa3bl ' IETCKOro" Tuma
BO '"B3pociblil", JlOKanu3oBaH Ha 2 XpoMocome. B mepwox mo S5 jer
MPOUCXOJIUT TEepeKIIoUeHue cuHTe3a (¢epMeHTa Ha "B3pocibid" Tun. B He-
KOTOPBIX ClIy4asix BO3MOXKHA MEPCUCTEHIUS "IEeTCKON" JIaKkTa3bl BO B3POCIOM
OpraHusMe.

DopMBbI JIAKTA3HON HEAOCTATOYHOCTH.

1. Anakra3usi- nepBU4Hasi HACJIEACTBEHHAA JIAKTa3HAasi HEJOCTATOYHOCTb.
[Ipennonaraemslil TUIT HACIEAOBAHUSI ayTOCOMHO-PEIIECCUBHBIMN.

2. Tpanzuropnas dopma.

3. I'unosiaktasus B3pOCIbIX.

4. BropuuHasi HeIOCTaTOYHOCTh JIAKTa3bl.

[lepBuuHas HEIOCTAaTOYHOCTH JIaKTa3bl BrepBbie ommcaHa A.Holzel B
1959r. PazBuBaeTca TsDKeNas JUCHEICHUs, JEruJparamus, TOKCUKO3 U
obe3BoKkMBaHWE. Bcerpewaercs peako, MPUBOJWT K CMEPTH B TPYJIHOM
BO3pacTe.

TpaH3uTopHass HEJOCTaTOYHOCTH CBsi3aHA C HE3PEIOCThI0 (HEPMEHTOB
KUIIIEUHUKA. B HOpMaJIbHBIX YCIOBHUSX AKTUBHOCTb KUIIEYHOM JIaKTa3bl BO3-
pactaer Ha 24-40 Henene OepeMEHHOCTH. Y HEJOHOLIEHHBIX 3Ta (opma
JIAKTa3HOW HEJIOCTATOYHOCTH MPOSBIISIETCS IOHOCOM, PBOTOM, JeTUApaTaIlueH.

B3pocabii Ty yaie BCTpe4yaeTcs y HErpoB, MHACUIEB U IP. STHUYECKUX
rpynn. Cpenun pycckux- y 10-20 %. KnuHuyeckw, Kak mNOpaBuio, HeE
BbIsABIIsIeTCS. CBsI3aH ¢ MEPCUCTEHIMEH JIaKTas3hl ""AETCKOrO" TUMNa B pe3ysibTaTe
MyTallMU PETYJISITOPHOTO IeHA.

BTopuyHas HEIOCTaTOUYHOCTH JIAKTa3bl MOYKET PA3BUTHCS MPH THKEIBIX
paccTpoiCTBaX  IHUINECBAPCHHS, KHIICUYHBIX JUCOAKTEpHO3ax, IHIIEBOU
aJIepruu, JsIMOJIN03€e, acCKapuI03e.
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VY nerer ¢ JAaKTa3HOM HEJNOCTATOYHOCTBIO HAPYILIAETCS BOIHO-COJIEBOE
paBHOBECHE 3a CUET NOBBIIIEHHOI'O BBIBEACHUS C MOYOW Kajusl W KaJIbLIMS.
[ToTeps kKanmpIust MOXKET MPUBECTH K 33ACPIKKE OCCHU(PHUKAIINHN XPAIICBON TKaHH
y JETEH.

JledeHnue 3axiroyaeTcsi B COOIIOEHUHN Oe31aKTa3HOU queThl. DPdek-
TUBHO NIPUMEHEHUE (PepMEHTA JIAKTA3bI.

Bpo:kaeHHble HAPYIIEHUSI 00MEHA IVIHKOreHa

['mukoren siBisieTcsi BaKHEUITUM OHUOMOJIMMEPOM U COJEPKUTCS BO BCEX
KJIETOUHBIX OpraHesiax. DTOT MOJIUCAXapH]l CIYKUT OCHOBHBIM MCTOYHUKOM
SHEPIUH U SABJISIETCS] pE3€PBOM YIJIEBOIOB B OpPraHU3ME.

B HOpMe riMKoreH HempephIBHO MOJBEpraeTcs OOMEHHBIM peakiusM. B
ero CHHTE3€ M pachaje ydacTByeT MHOXecTBO (epmeHToB. Hapymenue
KaKoro-mm0o 3BeHa B 00miel cucreme (EepMEHTOB MPHUBOAMUT JIMOO K aHO-
MaJIbHOMY HaKOIUICHUIO TJIIMKOTEHa B KJIETKaX, JUOO0 K HCTOUICHHIO €ro 3a-
nacoB. BpoxneHnHsie HapylieHHs B OOMEHE INIMKOTeHa MOTYT BO3HHUKATh BO
BCEX OpraHax (reHepajv30BaHHOE 3a00JIEBaHUE) WM B OJHOM oOpraHe (Jaile B
MBIIIAX WK 1medeHn). CUMOTOMBI 3a00JIeBaHNS, BEI3BAHHBIC OJTHUM M TEM KE
bepMeHTHBIM 1€(PUIIUTOM, MOTYT TIPOSIBISATHCS B JI0OOM Bo3pacte. B cBsizu ¢
TUM  pa3NuyaroT HWHQPAHTUWIBHYIO, FOHOILIECKYI0O U  B3pOCiIyl0  (OpMbI
3a0oneBanusi.  HaumbOonee  TsDKENbIMU — SIBISIIOTCS — TeHEPAIM30BaHHbBIC
3a00seBaHus UHPAHTUIBLHON (HOPMBI.

Heobxoaumo oTMeTHTh, YTO KiacCU(pUKALMS TJIMKOT€HOBOM OO0JIE3HU T10
dopmam 3aboneBaHUS, OCHOBaHHAS HA KIWHWYECKUX JAHHBIX, SBJISETCS
paboueii kimaccudukanuenn KIMHUIKUCTOB. B Hacrosmee Bpemsi NpuUHSITA
Kiaccuukamsl TJIMKOTEHO30B, mpeioxkeHHas Cori M OCHOBaHHAas Ha
dbepmenTom nedexte 3a0oneBanus (Tadbiuma 2).
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Tabawna 2
bose3Hn, BbI3BaHHbIE HAPYLLIEHHEM 00MeHA IJINKOTreHa.
.| Opranbl, TKaHH U KIETKH, B
Tun rmukorenosa HeaxTuBHbIi o Knunnueckas
KOTOPBIX HaiIeH TePeKT
(Ha3BaHue O6OJIE3HM) dbepmeHt dbopma 6ose3HU
bepmenTa
I (6one3nn ['mpke) ['mrox030-6 [Teuens, mouku,cnu3ucTas [Teuenounas
docdaraza TOHKOT'O KHIIICYHHUKA
[1(6ose3nn [Tomme)
Kucnasa [Teuens, nouku,cene3eHka | I'eHepain3oBaHHA
TJIIOKO3U/1a3a | MBIIIIBL, JICUKOLUTHI, HEPB s
Hasl TKaHb
[II(6one3ns Kopn) Awmmio-1,6- IIeyeHb, MBIIIIIEL,
TIII0KO3H/1a3a JICHKOIUTHI, SPUTPOIUTHI [Teyenounas,
MBIIIICYHAs
IV(6one3up BerBsammii IIeyeHb, MBIIIIIEL,
AHpepcoHa) dbepmeHt JCHKOIUTHI [Teuenounas
V (6one3nn dochopunaza
Maxk-Apnns) MBIIIIIY Mp1ns Mpiueunas
VI(6one3nn Xepca) dochopmaza
[IEYECHU Ileuenn Ileuenounas
VII(6one3Hb docdormroko-
Tomcona MyTasa MBEIIIIIEI, ICUYCHB MbieuHas,
Ileuenounas
VIII(6one3nn dochodpyk-
Tapymn) TOKWHA3a MBbIIIBI, 3pUTPOLUATHI MpeimeyHast
[X(6one3np Kunasza ¢oc-
Xara) ¢dopunaszsl b [Teyenn [Teuenounas
X [IporennknHasa [Ieuenounas
Ileuenn
docdorekco-
XI u3omepasa IleyeHb, 5pUTPOIATHI IleyeHouHas

I'nmukorenos I Tuna.

Omnucan B 1952 r. C.Cori u G.Cori. 3a0oneBaHue HaCAEAyETCs 110
ayTOCOMHO- perieccuBHOMY Tuity. JlepexT depmenTa riaoko30-6-hocdarasbl.

B 3aBucumoct OT pgedexTta KOMIIOHEHTOB TJIOK030-6-hocdaTazHoi
CUCTEMBI, pa3auvaroT Tpu noAruna I tuna rivkoreno3os: [A, IB u IC.
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IA - Oonesnp ['mpke ( remaTopeHadbHBIM TIWKOTE€HO3) BBI3BAH OT-
CYTCTBUEM aKTHBHOCTH CHEIM(PUUECKON TIII0K030-6-pocdaraspl B meueHH,
CIIM3UCTON KUIIEYHHKA, IOYKaX (CKEJIETHAs U CepAeuHas MyCKyJaTypa,
JIEMKOLUTHI B POLIECC HE BOBJIEKAIOTCA, T.K. B HOPMAJIbHBIX YCIOBHSX B
ATUX TKaHSIX OTCYTCTBYET INIIOK030-6-pocaraza).

IB- cBs3an ¢ nedexTom TpaHcmopTa 3Toro pepMeHTa B MUKPOCOMAIIbHBIX
MeMOpaHax renaToluTOB.

IC- TpancnopTHbIi aedekT HeopraHnuuyeckoro ¢ocdara Ha YpOBHE
MHUKPOCOMAaJIbHBIX MEMOpaH.

I'mrok030-6-hocdaTaze NpUHAUIEKUT LEHTPAJIbHAS POJb B HOPMAJIBHOM
romeocrase Iioko3bl. OHa oOecnieunBaeT oOpazoBanue 6osee 90 % riaroKo3bI,
ocBoOOkmaemorr B mieueHu. Ilpum Oomesnu ['mpke HapymieHa ojHA U3
BOXHEMIIUX (YHKIMHM MEeYeHU- MOAJEpKaHHE IOMEOCTa3a TJIIOKO3bl KPOBH.
Kpome »sToro HapymieH mnporecc oOpa3oBaHUS TJIIOKO3bl W3 aMUHOKHUCIIOT.
PasBuBarommiics oOMeHHbI aucOanaHC MOPUBOJUT K  TUIOTIMKEMHH,
TUIEPJAKTATEMHH, HAKOIUIEHWIO TIJIMKOTeHa B renmarouurtax. [IpuyumHoOil rH-
NOTJMKEMHH M YBEJIMYEHHUS OOpa3oBaHUs JIaKTaTa SBJISIOTCA OTCYTCTBUE
ruaponusa ['n1-6-®@ u ycunenue odMeHa rexkcozodocharoB B LHKiIE IMOAEHA-
Meiieproga. I'n-6-® HakamnuBaercds B TKaHU TI€YEHH, AKTHUBUPYET
[JIMKOT€HCUHTETa3y M BbI3bIBAET HAKOIJIEHWE B IEUEHU TJMKOreHa, HOP-
MaJIBHOTO IO CTPYKType. B remaromnurax BbISBISETCS OOJbILIOE KOJIUYECTBO
aunuoB. Hapymenue oOMeHa JUNUAOB MPOSIBISIETCS INOBBIIIEHUEM YPOBHS
TPUIJIMLIEPUAOB B KpOBU. BceiencTtBue HapylleHHs 3HEProodecreyeHus
IpoLECCOB peadcopOIMK B KaHAJIbLAX IOYEK HAOJIONAIOTCS TIIIOKO3YpHUS U
aMUHOALUTY PUSL.

Knunnueckre cCuMOTOMBI TOSBIISIOTCS B 1-# roj »KU3HU: MaJI€HbKUM POCT,
"KyKoJIbHOE JUI0" (32 CUET OTJIOXKEHHUS >KHpa B 00JIACTU WIEK), THIOTPOQus,
renaToMeraius 1 yMEPEeHHOE YBEJIMYEHUE MOYEK. Y MCTBEHHOE pa3BUTHE, Kak
OpaBWiIO, HE CTpajgaeT. [ WIOIIIMKEMUS SBISIETCS OCHOBHBIM BEAYIIUM
KJIMHUYECKUM CHUMIITOMOM 3TOI0 THIIA INIMKOT€HO30B.

Oco0eHHOCTh ATOr0 THMA TJIMKOI€HO30B: Yy JeTell B Bo3pacTte 5-7 et
BO3HMKAIOT YaCThle HOCOBBIE KPOBOTEUEHMSI, TEMOPPArHUECKUE
BBICBIITAHMSI, & TAK)KE TUIIEPYPUKEMHUS.

I'nmuxorenos II Tuna

Otkpeir H.-G. Hers B 1963 romy. Tunm HacienoBaHus ayTOCOMHO-
peueccuBHbIi. Habmtonaercs nedext pepmeHTa KUCION a-IIIFOKO3UIa3bl.

Or1o 3a00jeBaHME OTHOCUTCS K JU30COMaIbHBIM Oose3HsaM. [lpu riu-
koreHo3e Il Tuma mnpakThuecku BO BceX opraHax OOJBHOTO OTCYTCTBYET
aKTUBHOCTB KHCJIOM a-TJIIOKO3U 1a3bl. ITOT (hepMEeHT paciierviser a-1,4- u a-1,6
CBs3M B Mollekyje mmkoreHa. Ilpu nedexre ¢depmenrta B am3zocomax
MPOUCXOUT AaHOMATHHOE HAKOIICHUE TJIMKOTEHA. JTH aHOMAJIbHbBIE
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JU30COMBI CIIyX)aT Mopdosoruueckumu Mapkepamu. bonesns [lomme- enunc-
TBEHHAsl JIM30COMalibHasi 00JIE3Hb U3 ITIMKOI€HO30B, OCTAIbHbIE INIMKOT€HO3bI
CBsi3aHbI ¢ fedekTaMu (ePMEHTOB, JIOKATHU30BAHHBIX B IUTOIIA3ME.

3a0oneBaHre 4YPE3BBHIYAMHO TeTeporeHHoe. PasnmnyaroT HHQaHTUIBHYIO
dopmy (Oone3ns Ilomne), roHomIECKYO U B3pociyto (hopmbl. Kaxaas uz Gopm
rMkoreno3a Il Thma HEoIHOPOJHA B CBA3M C CYLIECTBOBAaHUEM pPa3IMYHBIM
BapUAHTOB JIe)eKTa B CHHTE3€ UM IPOLECCUHTE (PEPMEHTA.

I'enepanu3oBannas ¢opma 3aboneBanus - Oone3Hp [lomme (uHpan-
TunabHas popma rimkoreHo3a Il tuma, rnuxoreno3 tumna Ila). Ilpu Gonesnu
[Tomne ¢ 1-ro roma >xu3HU HAOIIONAETCA CHUMITOMOKOMIUIEKC CEpACUYHON
HeZAO0CTaTOYHOCTU. [loaToMy »TOT TuUnm 3a00J€BaHMsS YacTO HA3bIBAIOT
"cepeUHBIM IIIMKOreHo30M". Y OOJIBHOTO BBISBIISCTCS "TIapoBUAHOE" cepire,
yMepeHHasi Tuneprpodus MbIIIl, YBEJIWYEHHE IE€UEHH, HpPOrpeccUpyromias
MbllIeYHass ciabocTh. ['unepTpodusi MbIIIEYHBIX BOJIOKOH CONPOBOXKAAETCA
OOJBIIMM HaKOIUIEHHEM TriaukoreHa. CMepTh Ha 1-oM wiaM 2-0oM Trogy OT
CEpIEYHOM HENOCTAaTOYHOCTH W  pecnUpaTopHbIX 3aboneBanuil. Ilpu
aTOJIOr0AaHATOMHYECKOM HCCIEI0BAaHUU OOHAPYKUBAIOT THIEPTPODUIO MHUO-
Kapaa 0e3 OpraHMuecKoro MOpakeHus! KianaHoB.

[Ipu raukoreHoze Il Tuma HaOMIOAAETCS HAKOIUIEHWE TIJIMKOTEHA HE
TOJIbKO B TI€YEHH, CKEJETHBIX M CEpJIEYHOM MBIIIIAX, HO U B JIETKUX, Ce-
Je3eHke, runoduse, HaANOYEUHUKaX, auadparme, Mo3re, B TKaHAX TJiasa.
CrpykTypa IIMKOr€Ha MPU 3TOM HE OTIIMYAETCS OT HOPMBI. [ JIMKOT€H MOXKET
HAXOJUTCS B JIM30COMAaxX (aHOMaJbHBIE JIN30COMBI) WIIH K€ CBOOOIHO JI€XKATh B
LHUTOIIa3ME€ TENaTOUMTOB NPU pa3pylI€eHUH JIM30COM. EIMHCTBEHHBIM
OpraHoM, B KOTOpOM HE€ OOHapy>KMBaeTCsi 3HAUUTEIbHOE HAKOIUICHHE
TJIMKOTEHA, SIBJISIOTCA MOYKHU (B HUX MMEETCS 0COOBIA HENTpalbHbIN (epMEHT,
AKTUBHBIN B KMCIIBIX YCIOBUSIX).

[Tpu roHOMmECKO (hopme HabMOgaeTCs N1eUIUT aKTUBHOCTH a-TITIOKO-
3uj1a3bl B MbIax. CMepTh HACTYIAET B pe3yibTaTe OCI0KHEHUN peciu-
pPaTOPHOTO XapakTepa.

[Ipu B3pocioit ¢Gopme 3a0oiieBaHUME HAMOMUHAET MPOrPECCUPYIOLIYIO
MblllIeyHyt0  auctpoduio  romena. KiuHuyeckue CUMIOTOMBI  MEHEe
BBIPAJKEHBI, Y OOJIbHBIX MOPAKAIOTCS TOJIBKO CKEJIETHBIE MBIIIIIBI.

Ocobennoctp raukoreHosa Il tuma- orcyTcTBUe y OOJBHBIX HapyLICHUN
oOMeHa. DTo cBsizaHO ¢ TeM, uTO (ochopuiiazHas CUCTEMA HE HapyIleHa.
[IpeHaTtasibHbI JUArHO3 OCHOBAaH Ha OOHAPYXEHUU BAKYOJU3UPOBAHHOTO
[JINKOT€Ha B AaMHUOTHYECKOW JKHJIKOCTH W HCCIEJOBaHUM aAKTHUBHOCTH
dbepMeHTa B OMOINTaTaX XOpPHOHA.
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I'imikorenos III Tuna
(bosae3nb Kopu, 60J1e3up Popodca, TMMUTIACKCTPUHO3).

Hacnenyercst o ayTOCOMHO- pEeLIECCUBHOMY THITY.

Or1o 3a0o0eBaHUE BbI3BIBAECTCA IOJHBIM OTCYTCTBHEM WM CHU)XEHUEM
aKTUBHOCTH aMuJio-1,6- TiroKo3uaasbl- epMeHTa, pacuiervisionero a- 1,6-
TJIFOKO3UHBIE CBSI3M B TOUKAX BETBJICHUS TJIMKOTE€HA.

Hedext ganHoro gepMeHTa MpUBOAUT K 0OpPa30BaHUIO aHOMAJIBHOTO IO
CTPYKTyp€ ¥ CBOMCTBAM INIMKOT'€HA- JUMUTIAECKCTPUHA, CXOJJHOTO 110 CTPYKTYpE
C JEKCTpUHOM. JIMMUTIAEKCTPUH HMEET YKOPOUYEHHBIE KOHIEBbIE BETBU
MOJIEKYJ. AHOMAaJbHBIM TJMKOTE€H HAaKaIUIUBA€TCS B IEUEHU U SBIISIETCS
"uHepTHBIM" 17151 0OMeHa. [Ipu THCTOXMMUYECKOM UCCIIEI0BAHUU TeMaTOIUTOB
00HAPYKHUBAIOT WX KUPOBYIO HHPHIBTPALMIO M HAKOTUICHUE TIOJTUCAXapHUI0B B
nurornnasme. lIpu CcBETOBOM MMKpPOCKONIMM TE€YEHW BBISABIAIOT SIEPHBIN
TJIMKOTEHO3 C HEOOJBIINM KOJWYECTBOM BHYTPHUKJICTOYHBIX BKIFOUCHHM.
HeobOxomuMo  oTMETHTB, 4YTO  aMmio-1,6  TIJIOKOo3MIa3a  HUMeeT 2
(depMeHTaTUBHbIE AKTUBHOCTHU: TpPaHCPEPA3HYI0 M THAPOJUTHYECKYH0. Takas
CIIOXKHOCTh (YHKUUU (pepMeHTa SBIAETCA NPUUYMHOM CYLIECTBOBAHUS pa3-
JUYHBIX QopM 3aboisieBaHMs (FeHEpaM30BaHHAs W JoKanu3oBaHHas). CUHTE3
JaHHOTO (epMEHTa B TMEYEHUM M MBIIIIAX KOHTPOJIUPYETCS pa3IuYHbIMU
reHaMH, IOATOMY MPU HApYIICHUH (ePMEHTATUBHON aKTUBHOCTH JIMMUT]IEKC-
TPUH HAKAaIUIMBAETCS TOJIBKO B MIEUEHU WM B MBIIIIAX (B CApKOIIa3Me,
Mexay muopubpwiiamu). Hapymienne nporecca pacnaga riIMKOT€Ha COMpPO-
BOXKIACTCS AKTUBALIMEN KOMIIEHCATOPHBIX MEXaHM3MOB. AKTUBU3UPYETCS
pacnaj 6e1KoB, 00pa3yrOTCs MIIOKOT€HHBIE U KETOT€HHbIE aMUHOKHUCIIOTHI.

Haubonee Tsxensie mposBieHus riaukoreHosa Il tumna nabmrogarorcs npu
reHepaTn30BaHHOU (hopme.

Kimanueckne mnposBienus rtimkoreHesa III tuma: rematomeranws,
3ajiepkka (puznueckoro pa3Butus (0e3 HapylUIeHUS WHTEIJIEKTa), TUIIOT-
JUKEMHUsI HATOUAK, T.€. KIMHUYECKash KapTUHA y JETe 4acTo HarOMHHAET
oone3nsr ['mpke. 3abosieBanue nporekaeT noOpokadectBeHHO. OHO Haunbosee
omacHO B Bo3pacTe 4-5 Jer, Korja HaOJIONalTCs 4YacThle MPUCTYIIbI
TUIOTJIMKEMUHY, alleTOHEMHUsT M MeTabOoJIMYecKud anuao3. Y  B3pOCIBIX
0OHapy>KMBaETCs MbIILIEYHAs CIA00CTh U CepJIeUHAsi HEIOCTATOUYHOCTb.

I'nukoreno3 IV tuma
(00s1e3Hb AHIEPCEHA, AMUJIONIEKTHHO3)

Knuauueckas kaptuna 3aboseBanus BrepBbie onucana Andersen B 1956
roay. 3aboJeBaHue HACIEAYETCs IO AyTOCOMHO- PELIECCUBHOMY TH-



20

ny. [Ipu rmukorenose IV tuna nabmonaercs nedexrt ¢pepmenta amuio-1,4--->
1,6- TpaHCTIIOKO3WIa3bl, YIACTBYIOIIETO B OOpa30BaHWM TOYEK BETBJICHHS B
MOJIEKYJIE€ TJIMKOTE€HA!

IIpu rmukorenoze IV Thna B NOpaXEHHBIX OpPraHax CHHTE3UPYETCA
aHOMAJIbHBIN TJMKOTEH, MOJOOHBIM aMMJIONEKTUHY (KOMIIOHEHTY Kpaxmasa
pacTUTENbHBIX KJIETOK). MoseKyia aHOMaJlbHOTO TJIMKOI€Ha HUMEET YMEHb-
IIEHHOE YHUCJIO TOYEK BETBJICHUS W 0oJiee JJIMHHBbIC HapY>KHbIE U BHYTPEHHUE
LEIHU 110 CPABHEHUIO C HOPMOIA.

Bosne3np BcTpeuaercs penko, HOCUT T€HEpaIM30BaHHBIN xapakTtep (daiie
MOpaXKaloTCs CepjeyYHas W CKeJeTHas MYCKyJaTypa, mnedeHb). KimHudecku
3a00jieBaHUE TMPOSBISETCS TIeNaTOCIUICHOMETalue, acIiuTOM, YMCTBEHHOE
pasBuTHe He crpamaer. [Iporpeccupyromuii mopranbHbI QUOPO3 THEYeHH
IPUBOAUT K 1uppo3y . Luppo3, BO3MOXKHO, pPa3BHUBACTCS B pe3yJbTaTe
HAKOIUJICHUS] aMUJIONO00HOTO TJIMKOTEHA.

CmepTh B J€TCKOM BO3pacTe OT MEYEHOUYHOM HelocTaTouHOCTH. [Ipu
MaTOJIOr0aHATOMUYECKOM UCCJIEIOBAaHUU OOHAPYKUBAECTCSl YBEIUUYEHUE Pa3-
MEpOB MOYEK, [IEUECHH, CEIE3EHKU. | emaTONNUThI YBEJIMYEHBI B pa3Mepax u
coJiepKaT aMHJIONEKTUHONIOAOOHBIN MoJucaxapu/I.

Boae3ns Jlagopa- riaukoreHo3 mosra (MUOKJIOHMYECKAs SIIHIICTICHS).
[Tpu sTOM 3a00s7€BaHMU OOHAPY>KMBAETCS HAKOILJIEHUE B MO3I€ aHOMAaJIbHOTO
INIMKOT€HAa, HAallOMUHAIOIIETO IO CBOWCTBAM IMOJUMEp INpHU TNIHKOreHoze [V
TUMa. AKTUBHOCTb BETBSIIETr0 hepMEHTA MPU ITOM 3a00JIEBaHUU HE U3MEHEHA.

I'muxorenos V tuna
(00130 Mak-ApaJis)

Bnepseie onmcan B.McArdle B 1951 r. AyTocCOMHO- PEIIECCUBHBINA THII
HacCJIeJIOBaHUs. XapaKTepU3yeTcsl HEJOCTaTOUHOCThIO MBILIEUHOM (oc-
dbopunaspl B cCKeNneTHBIX MbIax. OTcyTcTBHE MbIIeuHON dochopuazbl He
COYeTaeTcs C HapylIeHHeM MeuyeHOUYHOM (ocopuiassl (KOHTPOIUPYIOTCS
pa3NMYHBIMUA T€HaMU). AKTHBHOCTH (hOCOpHIIa3hl JIEUKOLUUTOB, SPUTPOLIUTOB,
TpoMOOLMTOB NpH 00JIe3HU Mak-Apasis He U3MEHEHA.

ITpu 3TOM 3a00€BaHUH B MBIIIEYHBIX BOJIOKHAX HAaKarumBaercs 10 3-4 %
HOPMAJIbHOTO IO  CTPYKType  TIJMKOoreHa.  M30BITOUYHBIA  TJIMKOTEH
OTKJIaIBIBACTCA I1I0J CapKOJEeMMOM B LuToIuiasMe. B cocrosHuu IOKOsA
SHEPreTUYECKUE MOTPEOHOCTH OO0ECIEeUUBAIOTCS 3a CUET TJIFOKO3bl MUOIIUTOB.
[Ipu MbIeyHo#l pabore MOTPEOHOCTH B JHEPIETUYECKOM OOECHEYEHUH He
BOCIIOJIHAETCA 32 cueT (PEepMEHTATHBHOTO Je(eKTa, 4TO BbI3bIBAET OOIH U
CYJIOpPOTH IIPH JIAHHOM THUIIE TIIMKOI€HO3a.
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bone3nr Mak-Apansa rereporenHa. KiumHuueckue NpU3HAKK —Yallle
IPOSBIIIFOTCS Y B3POCHBIX, B J€TCKOM BO3pacTe€ CHUMITOMBI 3a00JIEBaHUSI HE
BBIPAKEHBI. 3a00JIEBAHHE MTPOTEKAET B 3 CTaUU:

1. B nerckoM U IOHOIIECKOM BO3pacTe HaOII0JIal0TCS MBIIIEYHAs Clia-
00CTb,yTOMJIIEMOCTh, BO3MOKHA MUOTJIOOUHYPHSI.

2. B Bospacte ot 20 no 40 ner MblieyHble OONM CTaHOBATCS OoJiee
MHTEHCUBHBIMH, XapaKTEPHO NOSBJIEHUE CYJIOpOr mocie (U3MYecKor Har-
PY3KH.

3. Ilocne 40 ner BO3HUKAeT Mporpeccupymolias ciadoctb Ha (oHe
MBIIIEYHOUN TUCTPOPUH.

VYcTaHOBJIEHO, YTO AaKTUBHOCTH (ocdopuiazbl pe3Ko CHUXKACTCS MpHU
aButamruHose By (60% mnupuaoKkcMHA B CKEJETHBIX MBIIIIAX CBS3aHO C (oc-
dbopwmnazoit). [Tosromy nedurur ¢ochdopriazel oTpakacTcss Ha COACPKAHUU
NUPHUAOKCHHA B opranu3me. [IporHo3 mpu rimkorenoze V Tuma Oiarompu-
SITHBIMN.

I'nmukoreno3 VI tuna
(0o1e3HB Xepca)

Bnepsbie onncan H.-G.Hers B 1959 rogy. AyToCOMHO-pEILIECCUBHBIN THIT
HACJIEJJOBAHUS.

[Ipu nannoMm 3aboneBanuu HabmoAaeTcs qeUIUT neyeHouHou docdo-
punasel. B mMbimiax aktTuBHOCTE Gochopuiia3bl HE N3MEHSETCS.

Knunnueckas kaptuHa riumkoreHoza VI Tuma xapakTepusyeTcs Bbl-
paXKEHHOW renaToMeraiueil, MeYyeHb BBICTYNAET HU3-MOoJ Kpas peOepHOU Iyru
Ha 6-9 cM (remaroMeranusi C BO3pacTOM YMEHbIIAETCsA). Y OOJBIIMHCTBA JeTel
TUTOTJIMKEMHUS OTCYTCTBYET.

XapakTepHbIM NPU3HAKOM 3a00JI€BaHUS SBJISETCS IMOBBIILIEHHE COJEP-
JKaHUSI XOJIECTEpUHA, HEUTPAJIbHBIX JKUPOB M AKTUBHOCTU TpaHCAMHUHA3 B
ChIBOPOTKE KpoBU. ColepxkaHue KaTeXOJaMHHOB B MOYE HE H3MEHEHO.
YMcTBeHHOE pa3BuTHE Mpu Oone3Hu Xepca He cTpajaer. [IporHo3 mnpu
rimkoreHose VI tuma 61aronpusTHBIN.

BOJIE3HU HAKOIIVIEHUA JIMIINOB.

HepBHast TKaHb COIEPKUT OOJBIIOE KOJIMYECTBO PA3IUYHBIX JIMIIHJIOB.
LlepeOpo3uipl, TaHTINO3UABl U CHUHTOMHUEIUHBI OTHOCATCS K CHOUHTOIUIH-
JaM, BakHewiel (yHKIMel KOTOPBIX SIBISETCS OOecredeHrne MUETUHU3AIUN
HEPBHBIX BOJOKOH. C(O)UHTOMHUEIMHBI COAEPKATCS MPEUMYILECTBEHHO B HEPB-
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HON TKaHHM M COCTOSAT M3 C(MHTO3MHA, OCTATKOB KUPHBIX KHCIOT, (hochopHOI
KHUCIIOTHI ¥ XonuHa. [lepeOpo3uant cogepxaTt CHUHTO3UH, JKUPHBIC

KHCJIOTHI, YTEBObI (rajakTo3y WM IN0K0o3y). OHU BXOJST B COCTaB

Mo3ra. ['aHTIIMO3HTIbI- CITOKHBIE JIUMHIBI, COCTOST U3 COUHTO3UHA, KUPHBIX
KHUCJIOT, T€KCO3bl, TEKCO3aMHUHOB, HEMPAMUHOBBIX KUCIIOT. B M0O3roBou

TKaHu HaxoauTca 10 90 % ranrnmuo3umaoB. MuenuHu3anusi- Mpouecc, OT-
paxarouii MOpPOJIOTHUECKYIO U (PYHKIIMOHATIBHYIO 3pPEJIOCTh HEPBHOU cUCTe-
MBI.

Jlunuapel MuenvHa 00J1alal0T HM3OJIALIMOHHBIMU CBOMCTBAMM JJIsi HOP-
MaJIbHOT'O MPOBEICHUSI HEPBHOTO UMITyJibCa. Beayliyro poib B MUEITUHU3ALUN
HEPBHBIX BOJIOKOH UTparoT cPUHTOIMNUAbL. [lepBble MprU3HaAKU MUEIMHU3ALUN
B CIIMHHOM MO3T€ BBISBIAIOTCS Ha 22-23 Henene BHYTPUYTPOOHOU >KU3HU. Y
HOBOPOXJICHHOTO MHUEJIMHU3UPOBaHA HEPBHASI CUCTEMA JI0 OPAJbHBIX OTIECIOB
CTBOJIa TOJOBHOrO Mo3ra. Hawbonee akTHBHO TMpOIECCHl MHUEIMHHU3AIUN
IIPOTEKAIOT B IIEPBBIC [BA I'OJA KMU3HU U IOCTEIIEHHO 3aKaH4MBaroTcs K 16-20
rojgaM. [lo xumMuueckoMy coctaBy MO3roBasi TKaHb peOeHKa 3-X JIET UACHTHUYHA
TakoOBOM y B3pociblx. HoO 3a mnepuony MuenuHM3amuMu Macca MoO3ra
yBEJIMYUBAETCS B 2,5 paza.

Jemuenuuuzanus HaOMoAaeTcsl NpU TOKCUYECKUX M BOCHAIUTEIbHBIX
MOPaXKECHUSI HEPBHOM CHUCTEMBI.

Tunbl HAPpYIICHUA MUCIUHU3AIINN!

1. HemoctarouHoe oOpa3oBaHne MUEIIHHA.

2. I3meHenue CTpyKTypbl MUEIIMHA.

3. JleMuennHU3anys - MOBBILICHHBIA PACIIal MUEIIMHA.

4. lucMuenmHu3anus - NOBBIIEHHBIN pacna] AHOMAJIbHO IIOCTPOEHHOIO
MUEJIMHA.

depMeHTHBIA OJIOK WM CHU)KEHHE aKTUBHOCTH (DEPMEHTOB MOXKET MpH-
BOJIUTh K BHYTPUKJIETOYHBIM JIMIIMA03aM HWJIM CONPOBOXKIATHCS HAPYLICHHEM
IIPOBOJAIIMX IIyTEH MO3Ta.

Tabmuna 3

Hakonjenne JIMITUIAOB IIPH 00J1e3HSAX HAKOIJIEHHS JIUIIHI0B

3a0osieBaHme Haxonumuiicst iunuyg | Oprad HaKOIUICHUS
bones3np Tesa-Cakca INaarmnosun Gy Mosr
Asuanoranrnno3usl Ga,
3aboneBaHnue Haxonusmmuics aunua Oprad HaxkoOIJIEHUs
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bonesnp Canaxodda

Iaurmuosun Gy
Aznanoranrimmos3un Gy,
I'moGa3ug

Mo3r

IIeuens
Ileuyens,cene3eHka,
MMOYKH

['enepanu30BaHHBIN
Gy TAHTIIMO3UI03

I'aurnmuosug Gy
Asnanoranrimmo3us Gag
[Manrnuo3ua Gy (Myko-

Mosr
Bucuepaibubie op-
TaHbI

MOJICaXapH/ibl)

bosesns ['ome I'mrokotiepeOpo3u/ibt [Ieuens,cene3eHkKa,
auMQaTuyecKue
y3J1bI

bone3np Kpab6e ["anakTouepedpo3u/Ibl Mo3sr

Meraxpomatudeckas  |Cynbdatuibl Mosr, nouku

JerHKoIucTpodus

bonesznp ®abpu [{epamuarpurekcosuna [Touku, KOxa

JlakTo3nnepamui03 JlakTo3unepamu IIeuennb, MO3T,

II0OYKH, KPOBb

bone3sus Humanua-
I[Iuka

Cdunromuenus, xoec-
TEpUH

Cene3eHka,lcYeHb,
MO3T

bonesns Pedcyma

duTHMHOBAs KUCIOTA

KpoBs, Buclepaib-
HbIE OpTaHbl

TI'AHI'VIMO3U103bI

GMI1 - ranrano3uao3pl:
a) Tun | - ceMeiHbIN HEHPOBUCIIEPATBHBIN JTUITUI03;
0) tun 11 - ToBeHUILHBIN CUCTeMHBIN U103 (00e3Hb Jleppn).

GM?2 - ranriino3uao3ni:
a) 6one3np Tesa-Cakca;
0) 6one3np Cannxodda;
B) IOHOIIIECKas hopma.

CemeiiHbli HelipoBHCLHEPATbHBIN JUIINI03

AyTOCOMHO-PEIICCCUBHBIA THUI HACIEIOBaHMUS. OcHoBHOM nedexr -
HEJIOCTATOYHOCTh b-TaJIaKTO3M/1a3bl, OTIICTUISIONIEH KOHIIEBYIO TajlaKTO3y OT
GM,-ranrnuo3una.

VY nereil BBIABISETCS 3a7ep’KKa IMCUXOMOTOPHOTO Pa3BUTHUS, MBIIICUHAS
TUIIOTOHUS, ClIa00CTh cocaHMs MW Kpuka. HaOmromarorcs XapaKTepHBIC
WM3MEHEHHUS JINIA U KOCTEH: TUIEPTEIOPU3M, BBICTYHAIOIINUM JIOO, THHEPTPpOodus
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JIeCeH, KH(OCKOIMO03, CrudareibHble KOHTPAaKTypbl cycTtaBoB. IIpoucxomut
BaKyoOJIM3allisig KIJIETOK KOCTHOro wmosra u jauMmdouutoB. Habmomaercs
Hapactanue GM,; raHrimmo3ujga B KIETKaX TOJIOBHOTO MO3ra, a TaKke
MYKOTIOJIMCAaXapyI0B U TAaHTIIMO3HUI0B BO BCEX OPraHax M TKAHMX.

B Hagane 2-ro ronma xu3HU peOEHKa MOSBISIFOTCS TOHUKO-KIOHUYECKHUE
CYyIOpOTH, 3aTpyIHEHUs TpH TJIOTAaHWH, B JajJbHEHIIEM pa3BUBACTCA
nerepeOpanbHas pUTHAHOCTh. CMepTh HACTYMaeT OT COMYTCTBYIOIIUX
OponxoneroyHsix nHpeknuii. Jleuenue He pazpadoTaHo.

boJaesnnp Tesa- Cakca.

Awmepukanckuii Bpau W.Tay B 1881 rony Habmronan pedenka B Bo3pacre 1
rojla ¢ BBIPAXXEHHOW CIA0OCTBHIO MBIIII TYJIOBHINA U KOHEUYHOCTEH, Sashs
Ha3BAJI CHHAPOM aMaBpPaTUYECKON CEMENHOU UUOTUEH.

bonesnp Tesa-Cakca ssisercss GM,- TaHMIMO3UMAOM, MPH KOTOPOM
umeercs aedekt N-auerun- b- D- rekcozamunnassl A.

Knunnueckas kapTuHa JOBOJBHO THUNHWYHA: N0 4-5 MecsieB peOeHOK
pa3BuBaercs HopMmaibHO. Ilocie mpocTyaHbIX 3a00sieBaHUN, MPUBUBOK JETH
CTAQHOBSTCSl ANATHUYHBIMH, BSUIBIMHM, IE€PECTAIOT CHUAETh U JEPKATh TOJIOBY,
y3HaBaTh MaTb. B Teuenue 2-4 mec. pa3BUBaETCA TSDKEIbIA JE(EKT NCUXUKU:
O€CCMBICIIEHHBIN, HEe()UKCUPOBAHHBIA B3IV, aMUMUYHOE  JIULO,
OecripyurHHas  yiblOKa. [IOCTOSHHBIM CHMIOTOMOM, BBISBISIOIIAMCS C
POXKJIEHUS WM B TIEpBbIE MecAlbl, sBiIseTcs (eHoMeH ''runepaxky3uu'-
MOBBIIEHUE JIBUTATEIIBHOW PEAKLIUH Ha CIYXOBBIE pa3JpaXuTENU. Y TaKHUX
JNeTed  OTMEYaeTcs IUIOXOM COH, IPUCTYIbl HACUIBCTBEHHOTO CMEXa WU
jia4ya, HEPEAKO 3aKAHUYMBAIOIIMECS CYJOPOraMH, MBIIIEYHbId THIEPTOHYC,
[03/IHEE NPOpPE3bIBAHKUE 3yOOB, paHHEE MNOSIBICHHWE CUMIITOMA ''BUIIHEBOIO
ISITHA WIM KOCTOYKHM' Ha IJIA3HOM JHE, KOTOPBIA pa3BUBAETCS BCIEICTBUE
aTpo(UU TaHTJIUO3HBIX KIETOK CETYaTKM M IPOCBEYMBAHUS COCYJUCTON
00010uku. OOBIYHO MapalIeIbHO pacnaay NCUXHUUEeCKUX (DYHKIMI HapacTaroT
3HAYUTENIbHbIE HApyIIEHUS CO CTOPOHBI JBHUraTelbHOM cdepbl: caabocTh
MBI, O00€3JBMKEHHOCTb, TeTpanape3. HalOmronaercss xapakTepHoe IS
0one3nn Tes-Cakca M3MEHEHHUS] TOHYCa MBIIIL: CUMOTOM "TPYIHOrO0 MeIKa'-
ecJIi peOeHKa B35Th HA PyKH, TOJI0BA 1 KOHEYHOCTH CBELIMBAIOTCS KaK IJIETH.

[Tpu 6onesnu Tes-Cakca B Helponax (riaaBHbIM 00pa3om B [THC) co-
nepkarcsa MeMOpaHO3HbIe LIMTOIIa3MaTuyeckue teibua. Habmonaercs mpo-
audepanus MUKpOriauu. B ciiHHOM MO3re aHaJlorMYHble U3MEHEHUs Hauboliee
BBIPAXEHBI B KJIETKaX IEPEIHUX POTOB.

[ToctosiHHBIM nposiBiieHneM Oone3nu Tes-Cakca sBisercs ruapouedanus,
XOTS NP JTFOMOATBHOM MYHKIMH, 1aBJI€HUE CIMHOMO3IOBOM KUAKOCTH MOXKET
OBITh HOPMAJIbHBIM WJIM IIOHWKEHHBIM, T.€. TUApOLealius HOCUT XapaKTep eX
vacuo ( IPOMCXOAMT 3aMOJHEHUE KHUJIKOCTBIO MPOCTPAHCTB, OCBOOOXKAAEMBIX
aTpopUPYIOLUIMMUCS ydacTKaMu Mo3ra). Ilpu uccrienoBanuu UMNUI0B B TKAHU
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TOJIOBHOT'O MO3ra BBISIBISETCS TOBBIIIEHUE COJEpKaHUS CHUHTOMUEIMHA U
uepeOpo3uI0B B CEPOM  BEIIECTBE, 3HAUNUTEIBHOE CHUKEHUE YPOBHS
xonectepuna, OJI u nepedbpo3unoB B OEI0M BEUIECTBE. ITO CBUJIETEILCTBYET O
HapyLIEHUU MPOLIECCOB MHUEIMHHM3aUuU. M3MeHeHue MeTaboau3Ma MHENIMHA
omnpejeNnsieTcs HaKOIUIEHWEM B Mo3re TaHriaumo3uaoB (ypoBeHb GM,
rauriauo3uja ysenuuuaerca B 100 pa3).

CpuHroMmueMHO3bI.
boje3sns Humanna-ITuka.

AyYTOCOMHO-PELIECCUBHOE HACIEAOBAHHUE.

B 1914 r. A.Niemann onucajl NopaX€HUE HEPBHON CHUCTEMBI y JE€BOYKHU
U3 €BPEICKON CEMbH, COUYETABIIEECS CO CIUIEHOMETAINEN, U PACLIEHUII €r0 KaK
YacTHBIM ciydaid Oone3nu lomie, T.K. B cele3eHKE OOHApy i1 Oo0JbllIoe
KOJIMYECTBO KIJIETOK, Moxoxkux Ha kierku [ome. L.Pick BbisiBun
THCTOJIOTUYECKUE OTJIMYUS JAHHOTO 3a00JIeBaHMSI M Ha3Bajl €ro JUIMOWIHO-
KJIETOYHON cIuleHoMeranued. 3a0oJjieBaHME 4dalle BCTPEUYaeTCs Cpeau
eBpeiicKoro HaceleHus. buoxumudeckuii neexT pa3BUBaeTCA B pe3yJbTare
nedunuTa aKTUBHOCTH (depMeHTa COUHTOMHUETNHA3E], KaTAIU3UPYIOMEro
ruaponu3 gochoxonnna u3 chunromuennna. M3sectno mo A. Crocker (1961
r) 4 Tuma 6one3nn Humanna-ITuka (A,B,C,/1). B 1964 -1978 rr BeImenum emie
2 tuna: E u F. Jlebuuur akTMBHOCTH C(PUHrOMUENMHA3bl BBISBISIETCS IMpU
tunax A,B,F, Ho He oOHapyxwuBaercs npu C,JI u E. UYame BcTpeuaercs
kiaccuueckass (uHdantuinbHast) dopma Oonesuu (tun A). IlposiBisieTcs
3a00jieBaHiEe B BO3pacTe 5-6 MecsAleB ¢ M3MEHEHUS IOBEACHUS: BSJIOCTh
CMEHSIETCSl IEPUOJAMHU TICUXOMOTOPHOIO pa3zipa)keHusi. Bo3MOXKHbBI NEPUOIbI
KPaTKOBPEMEHHON ac(UKCUHM, pPa3BUBAIOTCS THIEPTEPMUUYECKUE KPU3BI,
NUpaMUIHbBIE CUMIOTOMBI, aTpodus 3pUTENbHBIX HEpBOB, B 1/3 ciydaeB
0OHApPY>KMBACTCS CHMITOM "BHUIITHEBOW KOCTOUKH'", TIeNaToCIZICHOMETaIusl.
Teuenne stoii popmbl 00E3HNM HEYKIOHHOMPOTPECCUPYIOIIEE, Pa3BUBACTCS
BET€TaTUBHOE COCTOSIHME, CMEpPTh HACTylmaer B Bo3pacTe 4-x  JeT.
Mopdonoruuecku OTMeuYaeTcsl YBEJIMYEHHE MacChl MO3ra, YIUIOTHEHUE €ro
BCIIECTBA, CTUPAHHWE TPaHUI] MEXKIYy CEpbIM H OCJIbIM BEIIECTBOM.
['ucronornueckass kxaptuHa: kinetku KBII u Mozxkeuka OamioHo-o0Opa3zHO
B3yThl, COAEPKAT OOJBIIOE KOJUYECTBO CPUHOTOMHENINHA. AHAJIOTUYHBIE
M3MEHEHHUA B KJIETKaX CIIMHHOIO MO3ra. B Jerkux, neueHu, Celie3eHKe- KIETKU
Humanna-I1vuka ¢ O1HUM MM HECKOJIBKUMM SIIPAMU, IIEHUCTOM LIUTOILIA3MOM.

Tun B rOBEHWIBHBIN- INPOSABISAETCS BUCLUEPAIBbHOW NATOJIOTUEH B BUJE
renaTocIuiCHOMETAIMA. Bo BHYTpPEHHMX OpraHax yBEJIIMYEHO KOJUYECTBO
c(hMHrOMHENIMHA U XOJIECTEPHUHA.

Tun C- no3aHee HayaJl0, XpOHUYECKOE TEUEHUE, IOPAKAKOTCS BHYT-
PEHHUE OpPTraHbl U HEPBHAS CUCTEMA.
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Tun /I- BUcCuepasbHble IPOSIBIICHUS.

Tun E - onucad y B3pOCibIX C XpOHUYECKUM TeueHueM 3a0oneBanus. Tun

F - cnnenomeranus 1 HEBPOJIOTMYECKUE HAPYLICHHS B JETCKOM
BO3pacTe.

I''IIOKOIEPEBPO3U103bI
BboJe3ns I'onie

Bnepseie Obuta ommcana Gaucher B 1882 1., xoTOopblii Kpome rema-
TOCTUICHOMETQJINM, THTMCHTAllUA KOXXHM, OOpaTWJl BHMMaHHE Ha HaJIUYHC
OOJBIIMX KJIETOK B CEJIC3€HKE M CUYUTAI HMX JOKA3aTeIbCTBOM IEPBUYHOTO
HEOIUIa3MEHHOTO mpoiiecca B 3ToM oprane. Jlump cnycts 40 ner, B 1924 r.
Epstein oGHapy X1 MaToJIOTHI0 0OMEHa JTUMKUI0B npu 0ose3nu [ome, a B 1934
r. Aghion ycTaHOBWJI, UYTO HaKalJIMBAIOIIMNICS 1epeOpo3u  SBISETCS
TJTFOKOIIEPEOPO3HIOM.

Mertabonuueckuii nedext mpu Oone3nu [omie pa3BuBaeTCs BCIEICTBUE
nedurura GepMeHTa TIIFOKoIepeOpo3n1a3hl, KaTaIU3UPYIOIIETO OTHISIIIICHNE
TJIFOKO3BI OT TJIFOKOIEPEOpO3u0B. DTOT (HEPMEHT HAXOTUTCS B PA3THUHBIX
opraHax ¥ TKaHsIX.

3 KIMHH4YecKuX Tumna ooJiesuu I'omre.

1. B3pocnblii XpoHUUYECKUW BHUCIHEpaTbHBIN (ayTOCOMHO-JOMUHAHTHBIN
TUAN HacienoBaHus). Hawano 3a0osieBaHuss B JETCTBE. XapaKTepHU3yeTCs
MEJIJICHHBIM TEUEHHEM, aHEeMHEH, TPOMOOLMTONECHUEH, KPOBOU3IUSHUIMU.
CwmepTtsh- B 20-50 ner.

2. PaHHeneTckuil OCTpBIM HEHpOBHUCLEpPATbHBIA (3THUYECKH paci-
POCTPaHEH B E€BPEUCKUX CEMBSIX, AYyTOCOMHO- PELECCUBHBIA THUIl HACIEHO-
BaHus). Hauano Ha 1-oM roay >ku3HU, OBICTPONPOTPECCUPYIOIIECE MOPAKEHUE
MoO3ra, remnartocriieHoMmeranus. Jletm ymuparor A0 2-X JETHEro Bo3pacTa OT
WHTEPKYPPEHTHBIX 3a00JI€BaHUM.

3. FOHomeckuii moaoCTphlil HEHpOBUCLIEPATIbHBIN (HAYal0 B FOHOIIECKOM
BO3pacTe). 3aJepKKa YMCTBEHHOTO Pa3BUTHUA, TENaTOCILUICHOMETramus,
NOPAKEHUE TUPAMUIHON U SKCTPANMPAMUIHON CUCTEM MO3Ta.

[TatonoroanaromMmuueckue u3MeHeHuss npu Oone3nu [oire xapakrepu-
3YIOTCSl TIOPAKEHUEM TIE€UYEHHU, CEJIE3€HKH, KOCTHOIO0 MO3Tra, JUM(aTHYecKux
y350B. B Hux BeiBisitorcs kinetku [ome. Knerku ['omie- rucTHouuThl,
cozepxaiue riokonepedpo3ua. OHU UMEIOT OJTHO WM HECKOJIBKO AKCLIEHT-
PUYHBIX sijiep, roiydasi LMTOIIa3Ma IOX0XKa Ha CMSATHIM 1menk. B mosre-
muddy3Hble U3MEHEHUsS B TUPAMUAHBIX W TaHTJIMO3HBIX CIIOSX KOPBI C
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ydyacTkamu Hekposa. ConepkaHue 1mepeOpo3ujaoB B MO3re YBEIWYEHO, CO-
Jep>KaHue JTUTTU0B MUEIIMHA - CHUKCHO.

Jlo HemaBHETO BpEMEHHW paAUKaIbHBIMH METOAAMH JICYCHHS ObLIH
TpaHCIUTAHTAIUSI KOCTHOTO MO3ra W TeHoTepamnus. [Ipumenenmne QepmenTta
anbrioIepassl (1epeaasa) uiv peKOMOMHAHTHON MMUIITITIONEPa3bl (LIEPEe3nuM) -
aHAJIOTOB ~ €CTECTBEHHOW  TIIIOKOLEpeOpO3uaa3bl  MO3BOJIWIO  YIYUIIUTH
KaueCTBO KU3HU OOJIBHBIX, OCTAHOBUTH IMOPAKECHHUE BHUCIIEPATBLHBIX OPTaHOB,
CMSITYUTH TEMATOJIOTUIECKHUE MPOSIBICHUS OOJIC3HHU.

Boae3snbs ®adpu

Hacnenyercs cuemenno ¢ X-xpomocomoi. Ilpuunnoii 3a0oneBaHus
aBigeTca 1e(heKT pepMeHTa a-rajlakTo3uaassl A.

Panee 6one3np ®abpu HazpiBasiach AUGPYy3HON aHTHOKEPATOMOM, TaK Kak
AHIMOKEPATOMBI, PACIIOJIOKEHHBIE 10 TUITY "KyHaJbHOTO KOCTIOMA', CUMTAIU
NaTOrHOMUYHBIM IIPU3HAKOM.

O6pasyromuecs B pe3yibrare nedexra depMeHTa MNPOAYKTHI (TPUTEK-
CO3WJI- U JUTAJIAKTO3WILIEPAMU]) HAKAIUIMBAIOTCA B MOYEUHBIX KaHAJIbIAX, B
CEpJIEYHOM MBIUIIE, B CKEJIETHBIX MBIIIIAX, B HEHPOHAX I'OJOBHOIO MO3ra, B
SHJIOTENIMU BCEX COCYAOB. B MOpa’keHHBIX TKaHIX OOHAPYXHUBAIOT IEHUCTHIC
KJIETKU U CyTaHO(DHIIbHBIE TPAHYJIbI.

HaxkormuieHue riamkounmua BeI3bIBAET XapaKTEPHbIE CUMIITOMBI: OBICTPYIO
YTOMJISIEMOCTh, CHIDKEHHE OCTPOTBI 3pEHMS, IOBBIIIEHUE apTEepUaIbHOTO
JaBJieHUs.Y JeTell BO3ZHUKAIOT MPUCTYIIBI JUXOPAJKH, OO B pyKax U HOTax,
NpPOTEUHYpHUs, aHTMOKepaToMbl. lIpojoipkaronieecs HAKOIJICHUE JIMITUIOB
IIPUBOJUT K MOYEYHOUN U CEPAEUHON HEIOCTATOYHOCTH B Bo3pacte 30-40 ner.

JInarsHo3 OCHOBaH Ha CHM)KEHUM AKTHUBHOCTH a-rajaKTO3uIasbl B
1J1a3Me, MoYe, JIEMKOUUTAX, KyJIbType KIETOK KOXKH.

JEUKOJUCTPODPUH

Jleitkoguctpoduu - 3a0o0sieBaHMs, BO3HUKAIOIIME B PE3yJIbTaTe TIeHe-
TUYECKU JI€TEPMUHUPOBAHHBIX HAPYIICHUI OOMEHHBIX MPOIIECCOB MUEIUHA C
€ro TMOCIEAYIONINM paclagoM M Xapakrepusyromuecs nuddys3Hoil nerenepa-
el 6eoro BemecTBa TOJI0OBHOTO M CIIMHHOTO MO3Ta.

Boae3sns Kpaooe.

CHUHOHMMBI: TAJIAKTO3UJIIIEPAMUIHBIN JTUTIOU03, TIIO00MAHO-KIETOY-
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Has neiikoauctpodus. B 1916 r. Krabbe BnepBsie onucan nannoe 3a0o-
JIEBaHHUE.

VY 6onpHBIX HAOMIOHAeTCSA AePUUNT rAIaKTO3WILEpaMU/l b-rajaakTo3uaa3bl
B MO3re, JIEMKOLIMTAaX KpPOBHU, CBIBOPOTKE, CEJIE3€HKE, IeYeHU. B Hopme
raJlakTO3WIILIepaMuU/I- b-ranakro3uaasa KaTaJIU3UPyeT MeTa00In3M
rajakTo3wWilepaMuaa, OTIIEIIIsAS rajJakTo3y U o0pasys 1epamuil, 0T KOTOPOTo
dbepMeHTOM liepaMK1a30i OTIIEIISAECTCS >KUPHAsl KUCIOTa ¢ 00pa3oBaHHEM
chunrosuna. I'eHetmueckuit OJOK AaKTUBHOCTH (pepMeHTa OO0YyCIIOBIUBAET
HAKOIUICHUE OOJBIIMX KOJUYECTB TallaKToliepeOpo3uia, 4YTO MPUBOIUT K
HApYUICHUI0O MUEIMHU3AIMK HEPBHBIX BOJOKOH ("aucMmuenuHuzanuu') u K
nemuenuHuzanuu. Jlerikonucrpodus Kpad6e sBisieTcst reTeporeHHON rpynmnoi
3a00€BaHUM, CXOJHBIX KIMHUYECKH ¢ MaTOMOP(OIOTUYECKH, OJIHAKO,
Pa3HOPOJHBIX OMOXUMHUYECKH. Tak, psJ aBTOPOB CUWUTAET, YTO MPHU ITOU
OOJIe3HH yBENMYMBACTCS COJACp)KaHWE TICUXO3MHA, KOTOPHIA JIOKAJIBHO
JIOCTUTAET TOKCHUYECKOTO YPOBHS M 3aJ€PKUBACT MUEIMHU3AIUIO. OTO
MPUBOJUT K THOETU OJIMTOJAEHIPOTINATBLHON KIETKH.

Knunnueckn no 3-6 MecsiueB AE€TH Pa3BUBAIOTCS HOPMAIBbHO, 3aTEM
HAOII0JJaeTC OCTAaHOBKA M YXYJIIEHUE TMCUXUYECKOTO U (PU3UUECKOro pas-
BUTHS. BO3HUKAIOT MPUCTYNbl KpPUKA, Pa3BUBAETCS CJIa0OCTh B KOHEUHOCTSX.
3aTeM pa3BUBAETCSI COCTOSIHUE OMUCTOTOHYCA C KJIOHUYECKUMH CYJIOpOTaMH B
KOHEYHOCTAX. MoryT HaOII0AaThCsl TUMEPTEPMUYECKUE MPUCTYIBI 0e3
uH(pEeKIMU, aTrpo@usi 3PUTENbHBIX HEPBOB. 3aKIIOUUTEIbHBIM  MEPHOJ
XapaKTepu3yeTcs pa3BUTHEM YMCTBEHHOM OTCTaJOCTH, JAelepeOpaliioHHON
PUTHUIHOCTBIO, KAXEKCUEH, CIAENOTON. B TUNMYHBIX ciaydasx dyepe3 5-8 Mecslen
OT HayvaJia 3a00JIeBaHus OOJIBHBIC YMHPAFOT.

[Tatromopdonornyeckn HaOMIOAACTCS YMEHBIIEHHWE Pa3MEpPOB M MacChl
Mo3ra. ['mcronoruyecku: BBIPaKEHHAs JEMHEIIMHU3AlMS, YMEHBIICHHE KO-
JIMYECTBA OJIUTOJICHIPOTIIMANIBHBIX KIIETOK. B JneMuennHu3upoBaHHOM OejioM
BEILIECTBE- TJIOOOWJHBIE KJIETKH, paclojaraloimuecss HW30JUPOBAHHO WU
TPyIIaMyd BOKPYT COCYJOB. DTH KJIETKH HMEIOT ChepruiecKyro (hopmy, MHO-
YKECTBEHHBIC si]Ipa, CABUHYTHIC K nepudepuu KieTku. Psgom ¢ rioOouHbIMU
MPUCYTCTBYIOT SIUTEIUOUHBIE KJIETKH. ['mcToxumuyecku o6a BUAA KIETOK
JAI0T UICHTUYHBIC PEAKI[MK Ha KPACUTENH 3a CUET HAJTUYMS TalaKToIepaMu/Ia.
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Tabauma 4

buoxumMuyeckasi JTMarHOCTHKA 00J1e3Hell HAKOIJIeHUS JIUIINI0B

3aboneBaHue [Tapamerp Marepuan
HCCIICTIOBAHUS
bone3ur Tea-Cakca |I'ekco3amuungasza A ChIBOpOTKA, JICMKOLMTHI,
Ianrnuosug Gy ¢bubpobIacThI KOXHU,
Asuanoranriano3u G, (MaTepuan ouoncuu
OpraHoB, MOYa.
Matepuain ouoncun
MO3ra.
bone3un I'ekcozamunugaza A u |Marepuan ouomncun
Cangxodda B OpraHoB, CBIBOPOTKA,
I'no6asun ¢bubpobnacTsl.
Marepuan ouorcuu
MO3ra,0CaoK MOYH.
['enepaym3oBanHblii |b- ["amakTo3ngasza JIeMKOIUTHI, Marepuall
Gyraarmuosnnos  |Nanrnmosun Gy owonicuu,  (HubpoodIaCTHI
KOXHU
Matepuan Owuornicuun
bonesus Nomie b- I'mroxo3ugasa Marepuan ouoncun
(rmrokonepedpo3ugaza) |OpraHos, JICHKOLIUTHI,
I'mrokonepeOpo3u bl (bubpoOIaCThI KOXKHU.
Marepuan ouorcuu
OpraHoB.
bonesns Kpab6e b- I'aymakTo3umasa ChIBOpOTKA, JICUKOLIMTHI,
(bubOpoOIaCTHI KOXKHU.
MeraxpomaTudecka |Apuicynbgparasa Jleitkouutsl, hudpoo-
g nerkoguctpopus |CynbhaTtusl JIACThI KOXKH, MOYA.
Moua
boneszur ®abpu a-I'amakTo3mumaza JIGMKOIUTHI, onorcus
( HepaMUATPUTEKCO3U- |OpraHoB,  (GuOpoOIaCTHI
nasa ) KO>KH, MOYa.
Hepamuarpurekco3uy |Marepuaiibl ouorcuu
MOYeK, MoYa.
Jlakrozunuepamuao |b- ['amakTo3nmasza OubpobIaACTHI KOXHU,
3 JlakTo3uniepamug Marepuan ouorncuun
TICYCHH.
Marepuain ouoncun
OpraHoB, maasma,
DPHUTPOITUTHI, 0CaJoK

MOYH.
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boneznp Humanna- |Cpunromuenunaza JlerikonuTel, Marepuan
[Inka Cdunromuenus, xosec- |0MONCHH OpTraHoB,
TEpUH. ¢bubpobIacTh KOXHU
(uHpaHTUIbHAS 17}

IOBEHUJIbHAS (POPMBI)

Marepuan Ouoncuu

I'mmepaunonporenaemun (I'JIIT)

HacnencrBennsie 3a00eBanus HapyUIEHUH JTUIUAHOTO OOMEHa MPeCTaBICHbBI
OOJBIIMM KOJMYECTBOM HO30JIOTHUECKHX (OpM, KOTOpbIe OOYCIOBIMBAIOT
Pa3BUTHE aTEPOCKIIEPO3a U APYTUX POPM CEPACUHO-COCYAUCTON MATOIOTHH.

BriepBeie runepimnuaemMun onucansl eme B kKoHue XIX B. Mx wacro
CBSI3bIBAJIM C KCAHTOMATO30M M CEPJIEYHO- COCYIUCTHIMU PACCTPONCTBAMHU.
[lepBuyHbIC HApPYIICHUS JTUMUIHOTO OOMEHA, CEMEHHBIE THUIIEPIIUIIONPOTEH IC-
MUH, SIBISIOTCS TPYIION HACIEICTBEHHBIX OOJIE3HEH, OO0YCIOBICHHBIX pa3-
JUYHBIMU MYTAlUSIMU, XapaKTEPU3YIOTCS CHeU(UUECKUM MOJAbEMOM YPOBHS
Xonecrepuna (XC) u Tpurnunepuno (TI) B mia3me KpoBH 3a CUET U3-
MEHEHHOTO COJEp>KaHUs OCHOBHBIX KiaccoB junomnporeuaos (JIII) mmazmbr
kpoBu (JITIOHILJITTHII, JIIIBIT u np.). HacnenctBennwsie ¢opmber TJIIT
JIEJSITCS Ha MOHOTEHHBIE U TTOJIUTeHHBIE (Ta0I. 5).

Tabnmma 5.
Knaccupukanus ceMeHHbIX THIIEPJIMITHIEMH A
I'JIIT denotun Konuenrpanus Konnentparust [MeTtabomu-
JNNUN0B B JIIB YeCKUi
CBIBOPOTKE KPOBU CHIBOPOTKE nedext
Cemelinas HXM
HenocTarous Hopwmains- 2)JITTIOHII, Hedext
OCTL Has WA IToswimen |JITTHILJITIBII- | Anto-C unm
T I HE3HAYUT. |- HOpMaJbHasi  |HEZOCTa-
’ MOBBIIICH-  |Has WJIM HE3Ha- TOYHOCTh
TUTIEPXUAIIOMHU
Has YUTEIIBHO JITTJI
KpOHEMUSI.
MOBBIIIICHHAS
Cemeitnas 1)JIITHII-o-  |dedexr
I'nniepxo- IToBpiien- |Hopmaiib- |BbllIeHHAS WJIA OT-
ITa
JecTepu- Hasl Has 2)JITTIOHII- CYTCTBHUE
HEMUS HOpMaJibHasi  |ano-B




OrcyrcTBH
e

KJIETOYHBIX
peuen
TOPOB ano-
B wnu ano-
C.

Cewmeitnas 116 B co-

[Toeimen [JITTHITJITIOH |Jledext
KOMOWHU- yetaHuu ¢ ([loBbiiieH-

- Il moBbIIIEH-  |MHTEpHA-
poBaHHasA [lam |Has Has Hast [——
T (1) IV HH

O6nHapyxu- Hapyuienu

Juc-b- IToBbImen I,),y Py

IToBbIIeH- I0TCA "'ma- e

JIAMO-TIPO I1I -

S Hasl Has TOJIOTHYEC- CTPYKTYpbI
kue"JIITOHIT |ano-E
1)JITTOHIT -

. Hopmaiis- Moutexyis

Cemelinas [ToBEIIIEH |ITOBBIIICH- .

Has Wiu PHBII

TUNIEPTPU - Has

v HE3HAYUT. nedexT

TJIULEPU- noppmen- |7 2)XM otcyT s

IEMUS 3)JIITHIT —

Hasl BECTEH.
HOpMaJibHas

Cewmeitnas Hedexr

['JIITV ™ 1580071

na (ru- 1)JITTOHII- OTCYTCBHE

[IEPTPUI- [1oBBILLIEH (IIOBBIIICH- ano-C,

[ToBeI1IEH-
JULEpUIC Vv - Has nedexT
Has

MUS C TU Has 2)XM npu- WU

MEePXUI0- CYyTCTBYET HEeJI0CTa-

MUKPOHE- TOYHOCTh

MHEN JITIJI

B 1967 r Fredrickson ¢ coaBT. mpeaioxuin KIacCUPUKAIUIO TH-
nepaunonporengemuii. 13 5 Beraenennpix uvu tunos ['JIII Tonpko 3 oTHO-
CHWJIMCh K MOHOTE€HHBIM 3a00JI€BaHUSM, a 2 SBISUIUCH MoAUreHHsiMu (I u V
tunbl). BrocieacTBuu sta kinaccudukaius Obuta Mmoauduuupoana BO3 u
HallIa NIMPOKOE IPUMEHEHHE.
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IN'unepaunonporenaemus I Tuna

Cuuraercs peakum 3a0oneBaHueM (u3BecTHO oOkojo 100 ciydaes).
AyTocoMHO- pernieccuBHbli Tun HacienoBanus. ['JIIT I tuma pa3BuBaercs B
pe3yibTaTe HU3KOM aKTUBHOCTHU JUNonpoTeniunasbl (mytamus 207 octaTka B
IATOM  3K30HE TIE€Ha JIMMNONPOTEUJIMIA3bl) WJIM MpPU  HEJAOCTATKE
anonunoporenHa C Il (akTuBatopa JUIONPOTEU ITTUIIA3EI).

Henocratounass aKTUBHOCTh JIMIIONPOTEUIJIMNA3BI  XapAKTEPU3YETCS
CHIKEHHBIM METa00JIM3MOM XMJIOMUKPOHOB. Hepeako 3abolsieBaHue IUArHOC-
TUPYETCS CIy4ailHO, Opu OHOXMMHYECKOM HCCIECIOBAaHUM KpPOBU, KOTJIa
HabmogaeTcss BelpakeHHas runepxuwioMukponemus (10-40 r/m). T'umepxu-
JIOMUKPOHEMHSI CBA3aHA C HECTIOCOOHOCTHIO XUIIOMUKPOHOB TUJIPOJIM30BATHCS.

Knuaudeckuii CUMITOMOKOMIUIEKC: TMaHKpeaTuT, abJOMHHAIbHBIE KO-
JMKW, TenaTocruieHoMeranus. Bo3MOXHBI JHXOpajika, JIEHMKOIMTO3, PEeTH-
HaJbHAs JIMIEMUS W DPYNTUBHBIM KCAHTOMATO3. ATEpPOCKIEpPO3 Yy TaKuUX
00JIbHBIX OOBIYHO HE PA3BUBACTCS.

bonu B o0nacTu »uBOTa yaile BCEro nepmas kajgola y TakuxX OOJbHBIX.
MexaHu3M pa3BUTHS 3TUX OOJEH M MaHKpeaTUTa MpU THUIEPXUIOMUKPOHEMUU
OCTaeTCsl 3arajikoil (OJHOM W3 TUMOTE3 SIBIISETCS 3aKyNOpKa MHUKPOCOCYIOB
IIOJ/UKEITYJOYHOM  JKese3bl arperaramMu XM, pasBuBaercss HIIEMHS, YTO
OPUBOJUT K JIOKATHHOMY BBICBOOOXICHUIO MAaHKPEATUYECKUX (PEPMEHTOB).
[Tpu MopdosOoruIecKoM HCCIEAOBAaHUN TIEUCHW W CEJIC3CHKU BBISBIISETCS
OOJbIIOE  KOJWYECTBO  "MEHUCTHIX"  KIETOK, COJAEpKalUX  JIMIHIBI,
HAOJTFOTaeTCS BaKyOJIU3aIlHs TAPSHXUMBI TICUCHH U KYTI(PEPOBCKHUX KIIETOK.

KcanotomaTo3Hble BBICHIIIAHUS HA 3PUTEMATO3HOM (OHE CBUACTEIHCT-
BYIOT O P€3KO BBIPKEHHOW rumepxuioMukponemuu (>40 r/m). OHU HE BbI-
3bIBAIOT 3YJa, JOKAIU3YIOTCS Ha TYJIOBMINE, pa3ruOaTelbHbIX MOBEPXHOCTIX
npeamineynii, sroguuax, oenpax. Ilocne ymensienus ypoBHs TI kcaHTOMBI
yepe3 1-3 mecsma ucyezaror. JpyruMm mnpusHakoM 3a00JeBaHUs SBISETCS
JUTNIEMUSL CETYATKK (apTepUu U BEHBI MIPU UCCIEIOBAHUM TJ1a3HOTO JHA UMEIOT
I[BET CEMTH).

B chiBopoTKe KpoBM MOBBIIIEHHBIH ypoBeHb TI' (KOHIEHTpanus BO3-
pactaeT B 8-10 pa3) compoBOXKIAeTCs 3HAYUTEIIBHO MEHBIINM ITOBBIIICHUEM
XC (coornomenue o0pruHO mpebimaeT 10:1). Beicokas HackimeHHOCTh XM
NPUAAET CHIBOPOTKE MOJIOYHBIN MU KPEMOBBIU 1IBET.

JlnarsHo3 OCHOBaH HA ONPENEJIICHUM IOCTIENAapUHOBOM JIMMOJIUTHYECKOU
AKTUBHOCTH.
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IN'unepiaunonporennemus I tuna
(Cemeiinas runepxoJieCTePUHEMHUS)

CuHOHMM: cemeliHasg KCAaHTOMATO3Has rumnepxosuectepuHeMus. OTHOCUTCS
K oaHOM w3 Haubosee pacnpoctpaHeHHbix (opm [JIIT.Hacnenyercs
ayTOCOMHO- JJOMHUHAHTHO.

BenymuyM 3BEHOM DaTOTreHe3a THUIIEPXOJIECTEPUHEMHUHU, BBICOKOIO CO-
JepKaHus B IUIa3Me KPOBU ATEPOrEHHBIX JUIONPOTEUI0B HU3KOW IUIOTHOCTH
SABJISETCA WIM TIOJIHO€ OTCYTCTBHE PELENTOPOB K JIMMONPOTEUIAaM Ha
Hapy>KHOM KJIETOYHOW TOBEPXHOCTH WJIM HAapyLIEHHE HX CTPOEHUS U
¢yHKIIMM BeienctuBue MyTamuu amiened reHoB RbO, Rb- u Rito. B pe-
3yJapTare HaciexyemMon HemocratodyHoctu peunentopos k JIIIHII Bo3Hmkaer
TUIEPXO0JIECTEPUHEMUS, KOTOpasi MO0 MEXAHU3MY IMOJIOKHUTEIbHOW OOpaTHOU
CBSI3U MOBBIIAET CUHTE3 aTEPOTrCHHBIX JTUIONPOTEUIOB B IIEYEHHU.

Tak kak y rerepo3uror OTMeyaeTcss AECPUIMT 3TUX PEUENTOpOB, a y
TOMO3UTIOT OHU MPAKTUYECKH OTCYTCTBYIOT, TOUHAs XapaKTEPUCTHUKA CTEIEHU
HEJJOCTATOYHOCTH PELENTOPOB JKENaTelibHa Yy TOMO3Uror. l'erepo3urorHas
dbopma penKo MPUBOAUT K CMEPTU JIO JETOPOJHOTO BO3pPACTa, MEPENaeTCcs U3
IOKOJICHUSI B TIOKOJIEHHE, YTO U OOBSCHSET JUIMTEIbHYIO POIOCIOBHYIO
JTaHHOTO 3a0oJyeBanus. Berpewaercs y nmi 06oero mosa, B JIF0OOM BO3pacTe H
XapakTepU3yeTcsi  Pe3KO  BBIPAKEHHBIM  KOXHBIM U CYyXOXXHJIBHBIM
kcaHtoMato3oM. WH@uibtpanus koxu u cyxoxunuid JIITHII ¢ Beicokum
conepxkanuemM XC u ero 3()upoB BBI3BIBACT JIETKYIO BOCHAIUTEIBHYIO PEAKIIUIO
TKaHEH M CONpPOBOXKAACTCA HAKOIUIEHHEM KoJutareHa. KcaHTOMBI Ha Bekax
Ha3bIBAIOTCS KCaHTeNa3MaMH. KCaHTOMBI JIOKaIu3yoTcsa B 00JaCTH aXHILIOBBIX
CYXOXKWJIMA Ha pa3ru0aTesbHbIX MOBEPXHOCTIX. Y MOAPOCTKOB MOXKET ObITh
MATOYHBIN TEHIUHMUT.

B OonpmMHCTBE ciydyaeB OTMEUYAETCs JJIUTENbHBIM JIATEHTHBIA MEPUO,
KOI/Ia KpOME THIIEPXOJIECTEPUHEMUHN 3a00JeBaHUE KIMHUYECKH HUYEM He
MIPOSIBIISICTCS.

[Ipu sTOoM THIE 3200JIeBaHUS CYIIECTBYET TECHAs B3aUMOCBSI3b OOMEHHBIX
HapyIICHUN ¢ pa3BUTHEM paHHUX (OpM aTepockiepo3a. ' oMO3UroThl OOBIYHO
ymupatoT ot UBC, e npoxus u 20 ner. Y rerepo3urotr UbC
pa3BuBaercs B Bo3pacte a0 40 ser. [Ipuuem >keHIIMHBI OOBIYHO yTPAaUMBAIOT
CBOMCTBEHHbIE UM B TEPUOJ COXPAaHEHUS MEHCTPyalbHON (YHKUIWHU MpeH-
MymiecTtBa mnepen MyxuuHamu B otHomeHun MBC. Kpome sroro, y takmx
OONBbHBIX HAOMIOJAIOTCS W ApYTrHe MPOSBICHHS: WHCYJBT, MOPaKECHUE IEpH-
(deprueckux COCyJI0B, KCAaHTOMAaTO3HBIE MOPAXKEHHSI A0OPTAIBHOIO U MHUT-
panpHOro KianaHoB. Jta ¢opma ['JII1 cBsizana ¢ oxUpeHUEM.

Boigesstor 2 tuna 'JIIT I tuna: [la u [IB. Ilpu a-tune B kpoBu yBenn4eHa
KOHIIEHTpALMSI XOJIECTEPUHA MPHU HOpManbHbIX coaepxkanuax JIITOHIT u TT.
ITpu B-Tune xonuentpauus B kposu JIIIOHIT u TT" noBeIeHa.
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I'mnepaunonporengemus I Tuna
(cemeitHas 1ucOETaTUNIONPOTEUAEMHUS)

HasbiBaeTcs mMpokoH, IuiaBaromied b- wim auc-b-IunonporenieMuei.
OtHocuTca K peakum ¢popmam 3a0oseBaHus. AyTOCOMHO-IOMUHAHTHBIM THIT
HacneoBaHus. JTa ¢opma Oblia BrepBbie onucaHa Gofman at al. B 1954 r.
Ha3Bana OyropuaToil KCaHTOMOM M XapaKTepU3yeTCs TMPUCYTCTBUEM B
CBIBOPOTKE KpOBU O0JIbHBIX aHOMasibHbIX JIII ¢ upe3BbIYailHO HM3KOM MJIOT-
HOCThIO,("proTupyromux" b nunomporeuaos). [lomararor, 4TO TEPBUYHBIN
JneeKT CBsi3aH C HapyLIEHUEM CTPYKTYpbl ano-E, 4To NpUBOAUT K CHUKEHUIO
cBs3biBanus ano-E JIII ¢ peunentopamu nedeHu.

Cpennuii Bo3pacT KIMHAYECKUX MaHudectamnuii 601e3uu paBeH 40 rogam.
Yame Bcrpeuwaercs y wmyxumH. Kimnaundeckas kaptuna [JIII III Tuma
XapaKTepHU3yeTCsl KOXHBIMA M COCYIHCTBIMM HapylleHussMH. byropuato-
CBIIIEOOpa3HbIil KCAHTOMATO3 MpPEACTaBIseT co00i y3enKoBble 00pa3zoBaHMUS,
cnuBaroluecs: B 6osiee KpymnHble pazpactanus. OgHako, B OTIMYHME OT APYTHX
TUIIOB , MpHU 3TOW (hopme 3a0o0JeBaHUs peUb MJET O IJIAHAPHBIX KCAHTOMaXx,
pacrnoJiararoluxcsi Ha MOJA0UIBAX, ThUIbHBIX MOBEPXHOCTAX KUCTEH, KOHUMKAX
najbleB, B JJAMOHHBIX CcKiaakax (xanthoma striata palmaris). OTu nposiBIeHUS
00HapyKMBAIOTCA YK€ B paHHEM JIETCKOM BO3pacTe.

Cepaeuno-cocyuctole HapylieHus: nposisisitorca B Bune MbC, pasBu-
BAIOTCSl aTEpOCKIIEPO3 KOPOHAPHBIX apTepuil, OKUpPEHUE, CaxapHbId aAuaderT,
XKUpoBass auctpodus mnedenu, runepypukemus. llpu mopdosnornueckom
UCCIIEJIOBAHUU OOHApYKUBAIOTCS OTIIOKEHUS OOJBIIOTO KOJUYECTBA CYyJaHO-
(UIBHBIX MEHUCTBIX KJIETOK MOJI YHI0KAPI0M.

[1na3ma kpoBU OGONMBHBIX MyTHasi, HaOmogaeTca mossieHue mpe-b- JII c
IOBBILIEHHBIM cozaepkanreM XC, BpIABIAETCA yBeseueHne conepxanusa XC u
TI'. 910 ennucTBeHHBbIM BapuaHT [JIII, 4yBCTBUTENBHBIM K OTPaHUYEHUAM B
JTUETE YTIIEBOJIOB.

I'mnepaunonporenaemus IV tuna
(rumniepmpe-b-JIUMONTPOTEUIEMHS )

Cocrasnser 17-37 % ot obuiero uncna ['JIIL.

Tun HacimenoBaHHs ayTOCOMHO-JIOMUHAHTHBIM C TEHETPAHTHOCTHIO B
NIepPBbIC J[BA IECATUIICTHS )KU3HH.

Cnemuduueckuit metabomuyeckuii JaedekT 10 CUX TOp HEe SCEH.
[Ipeanonaraercst HAIMYKE TEHETUUECKOTO JeeKTa.

Knunnueckue nposisnenust ['JIIT IV tuna mmpoko BapbUPYIOT U HEPE3KO
BbIpakeHbl. KcaHTOMBI HAOII0JAI0TCA PEIKO U MOTYT CIOHTAHHO HMCYE3aTh MPHU
CHUKEHUHU YpPOBHA TpuriuuepuaoB. Yaiie OecriokosT 60gu B KUBOTE TOCIE
npuema xupHod numu. B 1/4 cnydaeB moryT ObITh remaTomerainusi, oOiee
OXXHMpEHUE, caxapHblii Juaber, pa3BUTHE TEPEMEKAIOMENHCS XPOMOTHI.
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BonbmimHCTBO ~ OOJIBHBIX ~ HE  NPEIbSABISET  JKajlo0d, M MaTOJIOTHs
0OHapy»KUBaeTCsl NP CIy4allHOM JIabOpaTOpPHOM 00CIJIeIOBaHUU. Y OOJIbHBIX
crapme 45 7ner HaOMIOMAIOTCS KIMHUYECKUE NPOSBIICHUS aTEPOCKIIEPO3a,
pasBuBaercs UbC.

buoxnMmudeckn orMedaeTcss HOpMalbHbI YpoBeHb XC B IJIa3Me KpOBH, a
koHueHTpalus TI' B CbIBOpOTKE KpoBHU MoBbImaercs 10 10-15 r/i.

Jis nuddepennnansuoit auarnoctuky ot 11 u I tunos I'JIIT genator
XpoMaTorpaMmy, Ha KOTOpOil 0OHapyKUBAETCsl HOpMaJibHas WK ociabiaeHHast
10 MHTEHCUBHOCTH Mosoca b-JIIT.

IN'unepaunonporengemus V tuna
(rutiepripe-b-TUMONpoTeNIEMUS U TUTIEPXUITIOMUKPOHEMHUS ).

Bcerpeuaercs penko, cpenu Beex tunos ['JII coctasiser 6-7%.
B ocHoBe 3a00i1eBaHMs JIEKUT HEAOCTATOK JTUTOMPOTEHIIIATIA3HI.

[TaTorenes 3a0oJyieBaHMs CBS3BIBAIOT C 3aMeJjIeHMEM MeTabonuzma XM.
Kimuanaeckue nposiBnenus cxoansl ¢ [JIII 1 Tuma: abmoMuHambHBIC 00JIH,
KCAaHTOMBI, T€NaTOCIIJICHOMETalusl, TAHKPEATUT, OKUPEHUE, CaxapHbIid Auaber.
XapakTepHO CHMXKEHUE TOJEPAHTHOCTH K >KMPaM M HU3KAas MOCTreNapUHOBAs
JIMTIOJIATUYECKAS] aKTUBHOCT.

VY OonpHbIX HaOmogaercs runeprpe-b- JIII-emusi, B ChIBOPOTKE KpOBU
MOBBIIICHO COJIEP/KAHUE XOJIECTEPHUHA U TPUTIIMLEPHUJIOB.

Cunapom Jloypenca-Myna-bapae-unas (JIMBB).

AyTOCOMHO- pELIECCUBHBIN TUII HACJIEIOBAHHUS.

Omnucano okojio 400 6o0sbHBIX ¢ cuHapomoM JIMBB, wactora 3ab6oneBanus
1:160 000. Tlpu sTom 3a0o0yieBaHMM 4YacThl KpPOBHBIE Opaku.bonbIMHCTBO
uccienonaresneit ornocut curapom JIMBb k HaciencTBeHHBIM 3a001€BaHUSIM.
Hexoropeie aBTopel paccmarpuBator cuHapoMm JIMbb kak pesynbrar
HapylIIEHHOTO  BHYTPUYTPOOHOrO  pa3BUTHUSI C  MPEUMYIIECTBEHHBIM
MOpaKEHUEM THUIOTAIaMO-TUTIO()U3aAPHON CUCTEMBI.

IIpu 3TOM cunApoMe HabOOmaeTcd KIMHWUYeCKHid nonumopdusm. Oco-
OCHHO BBICOKA JUArHOCTHUYECKAsl [IEHHOCTh TaKUX KapJAUHAIbHBIX CUMITOMOB,
KaK TUTMEHTHBIA PETUHUT, OXHUPEHUE, YMCTBEHHAs OTCTaJIOCTh, IIO-
JUIAKTUINS, CAHAAKTUIINS U TUIIOTEHUTAN3M. [Ipyu MUrMeHTHOM PEeTUHUTE
OTMEUYAeTCsl CKOIUICHHE NMUTMEHTa B BHUAE "KOCTHBIX Tejell' mo mnepudepuu,
HOouHasg cienota. OxupeHue MoKeT ObITh Bcex 4-X CcTemneHe (mpuyem
YBEJIMYEHHE MacChl Tella OOHapy>KuMBaercs yxe Ha l-om romay kusau). C
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noiaHbM cuHapomoM JIMBb koppenupyer Tskenas yMCTBEHHas OTCTAaJOCTb.
Ecnu ¢popma abopTuBHASL, TO HHTEIJIEKT COOTBETCTBYET HOpME (TaldI. 6).

Tabmuna 6

Oc00eHHOCTH MHTEJJIEKTYAJBLHOro aedexra npu cunapome JIMBb B
3aBHCHMOCTH OT KJIMHHYECKOr0 BAPHUAHTa 00J1e3HU
(no FO.N.bapamuesy, 1O.E.BenpruiiieBy)

KimHanueckuii BapuaHt Pe3ynprarsl NCUX0I0rH4E€CcKOro
00se3Hu o0OcnenoBaHus

I (Hamuuue 5 kapauHanbHbIX |[['pyObIil HMHTEJUIEKTYalbHbIA J1ePEeKT B

MIPU3HAKOB) COUYETaHUU C BBIPAKEHHBIMU
HMOIIMOHAIILHO-BOJIEBBIMU
HapYUICHUSIMHU. Henopassutue

MO03HABATEILHOU JIEATEILHOCTH U TPyObIe
HapyUICHHS 3pUTEIBHOIO aHAJIN3aTopa.

BsinocTs, 3aTOPMOXKEHHOCTb,
UHEPTHOCTb.
IT (6e3 oxxupenus) NuTennexkryanibHOE HEJOPA3BUTHE,

NOTpaHUYHAsl YMCTBEHHAs! OTCTAJIOCTb.
[IpeobGiaganue B SMOIMOHATBHON cdepe
YTOMJISIEMOCTH ¥ OBICTPOMA
UCTOIIAEMOCTH HEPBHBIX MPOIECCOB,
OTHOCHUTEJIbHASI COXPAHHOCTh
CITIOCOOHOCTH K 00YUYEHHUIO.

III (6e3 monuaakTUINKY U YMCTBEHHOE Pa3BUTHUE COOTBETCTBYET
TUIIOTeHUTAIN3Ma) HOpPME IIPU HATMYKH C1aboi
MEPEKITI0YAEMOCTH MBICIIUTEIBHBIX
MPOIECCOB, TEHICHIUA K
"cocKaJIb3bIBaHMIO'" Ha O0JIee JOCTYIHBIC
3a7aHusl U TIp.

['MnoreHuTanu3M BCTpEUYaeTCss pPeaKO. Y >KEHIIWH HaOJI0aeTcs OJIUIo-U
aMeHoOpes, TUIOIUIa3us SIMYHUKOB, NUCTpO(UUECKHE H3MEHEHHs] B HUX. Y
MY>XKYMH  pa3BUBACTCA  TMHEKOMACTHs, KPUITOPXU3M, TECTUKYJISIpHAs
runoruiaszusi, ymeHsienue libido sexsualis, amiasus simuex. Ho xeHuuHb 1
MYKYMHBI C JAaHHBIM CHHJIPOMOM CIIOCOOHBI MMeTh nerei. Cunapom JIMBbB
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OTHOCHUTCS K 3a00JICBAaHUSM C SIPKOHW KIIMHUYECKON KapTHHOM, OJHAKO JUArHO3
3a00J1€BaHMs CTAaBUTCS KpaiiHe peaKo, a OOJBIIMHCTBO OOJBHBIX HAOIIOIA0TCS
y Bpaded IO MHOBOAY CaMOW pa3HOM MaToJIOrMu. Ecim 3TO OXUpeHue- y
OHAOKPHUHOJIOTA, HapyIIEHUE 3peHus- y O(TAIbMOJOTH, YMCTBEHHAs
OTCTaJIOCTh - y mncuxuaropa. [Ipu poxaennu peOCHOK HE MMEeT KaKou- JInho
ApKoM criennpruyecKo KIMHUYECKONW KapTUHBI. EIWHCTBEHHBIM CHUMIITOMOM
3a00JI€BaHMsl WHOT/A MOXET ObITh ToNuAakTuiausa. JledeHue cuHIpoma
CUMIITOMAaTHYECKOE.

CeMeiiHasi HEIOCTATOYHOCTD JIEHMTHHXOJIECTEPUHALIMJITPaHCcpepa3bl
(JIXAT).

Berpewaercst 1ocTaTO4HO pellko, B OCHOBHOM, B EBpone. AyTocOMHO-
PELECCUBHBIN TUI HACJIEIOBAHUS.

[Ipu sTom 3aboneBanun HapymieH cunaTe3 win cekpenus JIXAT nedensio.
Konnentpamust cBoGonHoro xonectepuHa u (ochaTHAUIXONMHA B TUIA3ME
IPEBBIIAET HOPMY, YPOBEHb TPUTIIMLIUPUIOB MOBBILIEH, CHIDKEHO COACPKAHUE
s¢upoB XC u IU30JIEUUTHUHA.

Knunnuecku neguuut JIXAT nposiBiasieTcss B paHHEM JETCKOM BO3pacTe
TOJIBKO y TOMO3HUIOT: AaHEMHs, HPOTEUHYPHs, IOMYTHEHHE POTOBUIIBI.
[TopaxkeHne poroBulibl B BUAE MHOMKECTBA CEPbIX TOYEK MO nepudepun Ha-
IIOMHMHAET CTApUECKylo 1yry. B KocTHOM Mo3re u cene3eHke 0OHapyKUBalOTCA
roinyosle ructuonuThl. HaOmromaercs mpexIeBPEMEHHBI aTepocKiepo3 U
IIPOrpecCUpyIOlasl MaTOJOTHUs IO0YeK. J(MarHocTMka OCHOBAaHA Ha OIpe-
nenenun JIXAT B mnasme. Crneunduueckue MeTOJbl JIEYEHHUST OTCYTCTBYIOT.
Haznauaercss queroreparvs ¢ OrpaHMYEHUEM JKUBOTHBIX KHUpOB. IIpoBoauTcs
reMOJINajn3, TPAHCIUIAHTALN [TI0YEK U POTOBUIIBL.

Tanxepckast 00/1e3Hb

HasBanue ot o.Tamwxkep (wt. Bupmkunusi), rae Obuia BepBble 0OHA-
pyXeHa.

Penkoe HapylieHue, xapakTepusyrolieecs BbIPaKEHHONM HEIOCTaToy-
HOCTBIO WJIM OTCYTCTBHMEM MoiHOIEHHbIX JIIIBII B mia3mMe M HaKOIUIEHHUEM
a¢upoB XC B TKaHsX. TOYHBIM MOJICKYJSIPHBIM JePEeKT HE YyCTaHOBJIeH. B
KaueCTBE MEXaHM3Ma TPUIVIMUMPUIEMUN MPEANOJAracTCs OTCYTCTBUE HOP-
MaJIBHOTO UCcTOYHMKA nentuaos B JIIIBII.

Knunrka: HEOOBIYHBIE OpPAHXKEBBIC HIIM JKEIThIE KPYIHBIC, J0JIbYATHIC
MHUHAAIUHBL. BBIABISIOTCA OTJIOKEHUS JUIHUAOB B IEYEHU, CEIE3CHKE, JIUM-
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doysznax. Ipupsr XC OTKIAIBIBAIOTCSA B CIIM3UCTON MPSMON KUIITKH, HHPUITb-
TpUPYIOT porosuily. HaGrogaroTcs HEBpOJIOTHYECKUE CUMIITOMBL: TAPACTE3UH,
JUILIONUS, ¢l1ab0CTh, Ype3MepHasi NOTIUBOCTh. [IOBBIIIIEHHBINH PUCK Pa3BUTHS
aTepOCKJIEpO3a HE OTMEYAETCS.

Takum o00pa3om, Tpu OOJIBIIMHCTBE HACJIEACTBEHHBIX 3a00JI€BaHUM,
HECMOTpPSI Ha Pa3IUYHBIA YPOBEHb META0OJMYECKUX OJIOKOB U KAau€CTBEHHO
MHbIE METa0O0JIMUYEeCKUE PACCTPOMCTBA, BEAYIIMM CHUMIITOMOM B KIIMHHUYECKOMN
KApTUHE SBJISIETCS 3aJIepKKAa MCHUXOMOTOPHOTO pa3BUTHS U  IOCIEAYHOIIas
YMCTBEHHasi OTCTAIOCTh. CyIlEeCTBYET ONpe/esICeHHAass TOYKA 3PEHHUs], YTO BCE
9T 3a001eBaHusl (EHOTUITMYECKH CXOJHBI U 0€3 CIelHabHBIX J1a00paTOPHBIX
UCCIIENOBAHUN Bpad HE MOXKET UX pa3rpaHnuuTh. Eciu HCXOAUTh U3 XapakTepa
nopakenuss I[HC, 1o 310 Tak. OpHako, I KaxJI0oro 3a00JeBaHUS
CBOMCTBEHHO COYETAaHME HAPYLIEHWU HEPBHOW CHUCTEMBI M JPYTUX OPraHOB U
CUCTEM,KOTOPOE HEPEIKO CO3[aeT JAOCTATOYHO CIEeNU(PUUECKYIO M KaKIoh
HO30JIOTMYECKOM (POPMBI KapTHHY OOJIE3HH.

Heobxoaumo OTMETHTH, YTO TEpPBHIC OMHCAHUS HOBBIX, PAaHEEC HEU3-
BECTHBIX HACIEJCTBEHHBIX O0JIe3HEH OOMEHa BeImecTB, ObUTM OCHOBAHBI HA
BBISIBJICHUM U OOCJEOBAaHUU OOJBHBIX C IpyObIMU HApYIICHUSIMU TICUXOMO-
TOopHOrO pa3Butus. KinuHWYecku ObUIO HEBO3MOXKHO BBIACIHUTH, HAMpPUMED,
cpeau OOJIBHBIX C KaTapaKTOM- OOJIBHBIX TaJIaKTO3€MHUEH, MaTOJI0TUEH OTIOPHO-
JIBUTATEJIBHOTO arlrapaTta- OOJIbHBIX TOMOLMCTHHYpUEH. VICTUHHBINA XapakTep
3a00J1eBaHUM YCTAHABIMBAETCS MPU MCIOJIB30BAHUN OMOXUMHUYECKHX METOJ/IOB
nuarHoctuku. Hampumep, B HacTosiiee BpeMs paciiupoBaH OMOXUMUYECKUAN
nedekr cunapoma llenBerepa, KOTOpbI paHee ObLT OTHECEH K BPOXKIACHHBIM
nopokaM paszButua (BIIP). DTo oOTKpbITHE CTUMYJUpPYET K MOUCKaM
NEPBUYHOTO OMOXUMHUYECKOTO Jne(dexTa Mpu MOHOTEHHO HACIEAYIOIIUXCS
BIIP.

PaHHss1 aMarHoCcTMKa HapylIeHH OOMEHa BEIEeCTB OCHOBaHAa Ha Mac-
COBOM M CEJEKTMBHOM OHWOXMMHUYECKOM CKpUHUHTEe. B Hacrosimee Bpems
OOIIEMPUHSATO, YTO B €BPOIMEOMIHBIX MOMYJISAIHUAX [ETECO00Pa3HO TPOBOIUTH
MacCOBBIA CKPUHUHI Ha (EHUJIKETOHYPUIO, THUIOTHPEO3, BPOXKICHHYIO
TUTIEPIUIA3UI0 HAAMOUYEYHUKOB U Ap. CeneKTUBHBIN OMOXUMUYECKUN CKPUHUHT
MPOBOJAT Cpeau JeTe (M B3pOCIHbIX) MPHU MOJO3PEHUHM Ha HACJEICTBEHHBIC
nedeKxThl 0OMeHa BeIeCTB.

IIpu3Haku, NO3BOJISIOLINE 32M0I03PUTH HACJIEICTBEHHbIH e eKkT 00MeHa
BeLeCTB
(mo E.T.JIunsuny, E.A.boromasosy, IL.I1.I'o¢pman-KanamnukoBy)

1. 3agepxka MCUXOMOTOPHOTO Pa3BUTHUS y JIETEH paHHEro BO3pacTa
(YMCTBEHHas OTCTAJIOCTh y JIETEH CTapIlero BO3pacra).
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2. HeBposornyeckue Hapy1eHus (CyI0pOry, CHUKEHHE WIH MOBBIILICHHUE
MBIIIEYHOTO TOHYCA, CIIACTUYECKUE MAPE3bI).

3. ducnencuyeckue sIBJICHUS, HEIEPEHOCUMOCTb OTJIETbHBIX IPOYKTOB U
JIEKApCTB, HAPYILIEHUE BCKAPMJIIUBAHUSI.

4. Hapyuienne (GU3MYECKOro pa3BUTHUS JETeil (3ajepkka B MNpuOaBKe
Macchl Teja, HEMpaBWIbHBIM pocT, nepopmMaiusi KOCTEH TyJIOBHINA M KO-
HEYHOCTEH).

5. Jpyrue uyacTHble TpOsBICHUS (KaTapakTa, HApYyLIECHUs CIyXa, 3pCHMUS,
crenu@UUEcKUil IIBET U 3a1aX MOYH, KOKHbBIE TIPOSIBIICHHUS ).
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