'naBa 25
F’EHOOAEPMATO3bI

B.B. Mopoosuesa

I'eHonmepmMaTo3bl MpeICTaBISIOT COO0I HEOMHOPOIHYIO IPYITITY 3a00I€BAHUM C 1IN~
POKMM CIIEKTPOM MPOSIBJICHUI: OT ¢J1a00 BbIpaXKEHHBIX HAPYIIIEHU KepaTUHU3AIUN
(OOBIYHBIN MXTHO3) 1O CUCTEMHBIX MPOLIECCOB MPEXAEBPEMEHHOTO CTapeHusI (Mpore-
pusi, cuHapoM BepHepa) 1 MeTaboInyecKuX HapyleHU i, He COBMECTUMBIX C XKU3HBIO
(cunopom Menkeca). OcoOyio BaxKHOCTb B KIMHUYECKOI MPaKTUKE IPENCTaBISIOT
HACJICACTBEHHBIC 3a00JIeBaHUSI KOXHU, XapaKTePU3YIOIINECs IMOBBIIICHHBIM PUCKOM
Pa3BUTHS BUCLICPATBHBIX WM KOXHBIX OIyxojeil. CBoeBpeMeHHas TMarHOCTUKA U
Ha0IoIeHNe 3a TAKMMU TIAallMEHTaMH TIOBBITIAIOT 3(P(DEKTUBHOCTh TepaIriy M 3HAYM -
TEJIbHO YJYYIIaIoT IMMPOTrHO3 B CJIy4yae 3JI0KaueCTBeHHbIX HOBOOOpa3oBaHuii. B naHHO
IJIaBe paCCMOTPEHbI HauboJIee YacTo BCTpeyaroluecs 3a00aeBaHMs 3TOM TPYTIIIbI.

e ['eHonmepmaTo3bl ¢ HapyeHueM penapauuu JHK.

ITurmenTHas Kcepomepma (puc. 25.1).

Cunnpom Bepaepa (puc. 25.2).

Cunapom Pormynaa—TomcoHa.

e ['eHOmEpMAaTO3bl C MHOXXECTBEHHBIMU JOOPOKAYECTBEHHBIMU OIMYXOJISIMU U ra-

MapToMaMH (HacJaeICTBEHHbIE OMYXO0JIeBble CUHAPOMBI).

Cunapom KayneH.

Cunapowm Napmnepa.

Cunapom Mioupa—Toppe.

Tyb6epo3Hblii cKIIepo3.

Heiipodudbpomaro3s (puc. 25.3).

e bysje3Hble TeHOIepMAaTO3bl.

Bynnesnsiii anuaepmouns (puc. 25.4).

e ['eHOmEpPMATO3HI C HAPYIICHUEM KepaTHHU3AIIUN.

BpoxxneHHBIN ArucKeparto3 (puc. 25.5).

DrnuTenuanibHHbBIE TOPOKM pPa3BUTUS (CHMHAPOM SIMUTEJUAJIbHOTO HEBYyca)

(puc. 25.6).

e ['eHONEpPMATO3bI C ICHTUTUHO3HOM TMIIEPIIMIMEHTAIIMEe KOXU.

Cunapowm Ileittua—Erepca—TypeHna (puc. 25.7).

e ['eHOmMEpPMATO3BI C TUIIONIUTMEHTALIUEH KOXKMU.

ANBOMHU3M.

Cunapom I'epmancku—ITynnaka.

lurmeHTHanA Kcepogepma

IIurmMenTHAsT KcepoaepMa — peakoe 3a00JeBaHUE, TIPOSIBIISIONIEECST TTOBBIIIIEH-
HOM (POTOUYBCTBUTEIBHOCTBIO, Pa3BUTHEM MUTMEHTALIMU U aTPODUU KOXKU, (POTO-
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Puc. 25.1. [lurmMeHTHAsT KCepoaepMa

Puc. 25.2. Cunapom BepHepa
Puc. 25.3. MHOXeCTBEHHBIE Helpohubdpo-

MBI (a), IrekcudopmHas Heiipoduopoma (0)

(hobueit, HEeBPOJOrMYECKOM CHUMITOMATUKOM, MPOTPECCUPYIOLIUM TEUECHHUEM C
OUYEHb BEICOKMM PUCKOM Pa3BUTHS KOXHBIX OITyXOJIEH.

CHHOHHMMBIL. TTUTMEHTHAsT aTPOdOAEPMUST; TIPOrPECCUPYIOIINIA JICHTUKYISIPHBIIA
MeJIaHo3.

Kop no MKb-10
e Q82.1. IlurmMeHTHas KcepoaepMma.

Jnupemuonorus

PacripocTpaHeHHOCTD B ITOMYJISIIIAY €BPOTICOMITHOM pachl COCTABIISIET 2,3 cydas
Ha | MJIH HOBOPOXXAEHHBIX. TUI HAacIen0BaHUS ayTOCOMHO-PELIECCUBHBIIA.
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(tun A), 221 (tumt B), 3p25 (tun C), 19q13.2 (tun D), 11p12 (tun E), 16p13.3
(tun F), 13q13 (tun G), 6p21.1-p12 (murMeHTHBINA Kcepoaepmoun), 10ql1 (cuH-
npom ne Cankrtuca—KakkboHe). B ocHoBe pa3BuTust 3a00ieBaHUS JIEXKUT TTOBbI-
IIEHHAas YyBCTBUTEIbHOCTb KJIETOK K Y®-1yyaM (B TOM YMCIe K UX MyTareHHOMY
addekTy), KoTopas o0ycioBieHa HapyiieHreM pernapavu JHK.

KnuHnyeckas KapTuHa

3aboJieBaHNe pa3BUBAETCSl OOBIYHO Y HOBOPOXKAECHHbBIX UM B paHHEM IETCKOM
BO3pacTe, peKko, B OCHOBHOM IPU MUTMEHTHOM KCEepOIepMOuIe, — Ha BTOPOM JIe-
cAaTUaeTUM XU3HU. [1py poxaeHnM KOXKHbIE MOKPOBBI YMCThIe. [IepBble CUMITTOMBI
pa3BUBAIOTCS B BO3pacTe 6 MeC MM HECKOJIBKO To3Xe: (oroaepmMatut, hotodooust,
KOHBIOHKTUBUT U ciie30TeyeHre. C TeueHrneM BpeMEeHM Ha OTKPBIThIX yJacTKax Tejia
TTOSIBIISTIIOTCS TIMTMEHTHBIE MSITHA TUITA BECHYIIECK W JICHTUTO, PAa3BUBAIOTCS CYXOCTh
KOXU, TeJI€aHTMAKTa3uu, TUIIepKepaTo3, YYaCTKU AeNUTMEeHTaUuu (MOMKUIOAEP-
Mus1). ATpodpudeckrie U3MEHEHUs C oYaraMu CKJiepo3a MpUBOIAT K (hOPMUPOBAHUIO
MUKPOCTOMUM, SKTPOIMOHA, CY>)KEHHIO OTBEPCTUII HOCA, UICTOHYEHUIO YIIIHOI pa-
KOBHWHBI I KOHYMKA HOCA.

Hepenko yxe B neTckoM Bo3pacte (2—5 J1eT) pa3BUBaIOTCs aKTUHUYECKUI Kepa-
TO3, KEPATOAKAHTOMBI M 3JI0KAYECTBEHHbBIE OTTYXOJIM KOXM.

MoryT BO3HUKaTh MopaxeHus ria3 (baedaput, KepaTurt; IOMyTHEHUE, BaCKYJIsI-
pU3aLNS U U3bSI3BJIICHNE POTOBUIIBL; TEJICAHTUIKTA3UN U ITUTMEHTAIINS BEK M KOHBIOH-
KTUBBI; DKTPOIMOH; MaNWIJI0OMbI U 0a3aIbHOKJIETOYHBIN paK KOXU BeK). BO3MOXKXHBI
SHIOKPWHHBIE HAPYIIEHUST, HEBPOJOTUIECKNE PACCTPOMCTBA; UMMYHOAC(PUILIUT CO
CTOIKOI aHeMUEN 1 OONbIINM KOJMUECTBOM OJIACTHBIX KJIETOK B KPOBH.

[Tpu cunnpome ne Canktruca—KakkboHe HaOIIOHAETCST HAPYIIIEHUE YMCTBEHHO-
IO pa3BUTHUSI.

[TporHo3 nmpu MUTMEHTHOM KCepopepMe TUIOXOI BCJIEACTBUE Pa3BUTHS 3JI0Ka-
YECTBEHHbIX OITyXO0JIeil C OBICTPHIM MPOTPECCUPYIOIIUM TeUeHUEM, MeTacTa3aMu 1
JIETAJIbHBIM MCXOJIOM Y MHOTHX OOJIbHBIX B Bo3pacTe 10—15 er.

OHKONOrMYeckui puck

YV 60abHbIX B 1000 pa3 moBbIlIEH PUCK Pa3BUTHUS 3JI0KAYECTBEHHBIX OITyXOJEi
KOXM I10 CpaBHEHUIO C 0011Ieil momynsiuueit. [Ipyu oTcyTCTBUM 3alllMThI OT COJIHIIA
0a3aJIbHOKJIETOYHBIM MJIA TUIOCKOKJIETOUHBIN paK OObIYHO pa3BUBAETCs B BO3pacTe
8—9 ner.

3Ha4YUTEIbHO MOBBILIECH PUCK PAa3BUTHS MEJIAHOMBI, a TAKXKE OIYXOJIei BHYTPEH-
HUX OPTaHOB (JIETKMX, MOJIOYHOM KeJIe3bl, MOKETYTIOUYHOM XKeJe3bl, KeaynKa, ro-
JIOBHOT'O MO3ra) U JIHKO3a.

IuarHoctuka

,Z[I/IaFHO?; MUTMEHTHOM KCEPOACPMDBbI YCTaHABIMBAalOT HAa OCHOBAaHUM XapaKTEpP-
HOU KJIMHUYECKOU KapTUHBI 1 JAHHBIX TUCTOJIOTUYECKOTO NCCIICJOBAaHMA. Bo3Mmox-
Ha 1nmp€HaTajJlbHad JUarHoCTuka.
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IuthdhepenunanpHan guarHoctuka
HuddepeHIMaIbHYO TMAarHOCTUKY IIPOBOISIT ¢ cuHApoMoM biayma, BpoxKmeH-
Holi nolikunoaepmueit Pormynga—TomcoHa, cuHapomoM KokkeiliHa v ap.

Jleyenne

Jleuenne He pa3paboTaHo. HeoOxommMo cTporo orpaHUYMBaTL MpeObIBaHUE Ha
COJIHLIE, UCITOJIb30BaTh (PU3NYecKre U XuMUdecKkre (poTo3aluTHRIE CPEICTBA B Te-
YeHHe BCEro IHSI, aHTUOKCUIAHTHI, IIpernapaThl UHTepdepoHa. bosbioe 3HaueHME
MIPUAAIOT paHHEMY YIAJICHMIO OIyXO0Jeil, Ha3HAYeHUIO C TTPODUIAKTUICCKOM IETBIO
MpernapaToB BUTAMWHA A, CUCTEMHBIX peTUHONIOB. C IIe/IbI0 PAaHHETO BBISTBICHMUS
OITyXOJIeit MPOBOAMAT MPOMPUIAKTUUECKII OCMOTP OOJIBHBIX Kaxkble 3 Mec. JleueHue
HOBOOOPa30BaHUI OCYIIECTBIISIIOT CTAHAAPTHBIMU METOJAMU.

Cunpgpom Beprepa

IIporepust B3poCabIX — CHUCTEMHOE 3aboJieBaHME, XapaKTepHU3YIoIeecs CUM-
MTOMaMU MPEXICBPEMEHHOIO CTapeHusl, CKJIEPOAEPMOIOI00HOI aTpodueil KoXu
JUCTAbHBIX OTAEJI0B KOHEUHOCTEN, IBYyCTOPOHHEH KAaTapaKTOM, MOBBIIIEHHON’ Ya-
CTOTOI pa3BUTHS caxapHOTO AnabeTa.

CHHOHHUM: TIPOTEPUST B3POCIBIX.

Kopa no MKb-10
e E34.8. [Ipyrue yTouHeHHbIE SHIOKPHUHHbIE PACCTPOIMCTRA.

Jdnupemuonorus

OueHb penkoe 3abojieBaHME, HACJEIyeMOe II0 ayTOCOMHO-PELIECCUBHOMY
THITy. B OONBIIMHCTBE CTpaH MMpa BCTpedaeTcs ¢ 4acToToi | ciaydait Ha 1 MIH
HOBOPOXIEHHBIX, OTHAKO B psific pailoHOB SITTOHMU, Tlie pacrpoOCTpaHEHbl KPOB-
HOPOJICTBEHHBIE OpaKu, OTMEUYaeTCsI BhICOKAs 3a00JIeBA€MOCTh TAHHOM TTaTOJIOTH -
eit — 1:3500 HaceneHus1. My>KUMHBI U XKEHIIUHBI TOPAXKaAIOTCS OAUHAKOBO YacTo.

JTHONOrus 1 NaToreHes

OcHoBa 3a6oyeBanusg — MyTauust reHa RECQLZ2, pacmionoXeHHOTO B 00J1acTh
8p12-p11.2. dedwnur JHK-renmkassl npuBOINT K TIOBPEXKIEHUIO TIeTIEld, HapyIile-
HUIO0 cuHTe3a U penapaunu JJHK.

Knununveckas KapTUHa

3aboneBanue TposiBisieTcs: 00braHO B 20—30 J1eT, MeeT Tporpeccupyoliee Teue-
Hue. boabHbIe HM3KOTO pOCTa, C 3a0CTPEHHBIMU YepTaMU JIMIIA, «IITUIbAM» HOCOM,
pPaHO MOCEACBIIMMM PEIKMMU BOJIOCAMU, aKPOMUKPHEI: aTpO(PUIeCKMMU M3MEHEHM -
SIMU KOXXKY KOHEUHOCTEl, HAalTOMUHAIOIIMMM TAKOBBIE ITPY aKPOCKIIEPO3e, TTOIKOXHOM
KJIeTYAaTKU U MbIIILL. ['010¢ BBICOKMIA, XpUTUIBINA. YacThl OHUXOIUCTPOMUHU, TUTIEpKepa-
TO3 TIOMIOIIB 1 IPYTUX 00JIaCTell C MOBBIIICHHON TpaBMaTU3alreli; TPO(PUIeCKUE SI3BbI
JIOKAJIN30BaHbI IIPEUMYILIECTBEHHO Ha rojieHsix u cromax. [louru ajist Bcex 601bHbIX Xa-
pakTepeH rurnoroHaam3mM. PaHo pa3BUBatOTCS ABYCTOPOHHSISI KaTapakTa, IPU3HAKY aTe-
POCKJIEPOTUYECKMX U3MEHEHUIT COCYIOB; CKIIOHHOCTD K cCaXapHOMY Jra0eTy. Y MHOTHX
OOJIBHBIX OOHAPYKMBAIOT HapyllleHre OOMeHa KaJIbIUs (OCTEOIopo3, KaabIIMHATH B
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KOXe U APYTuX TKAHSX), TIPU3HAKY MMMYHOOE(UIINTA, CTIOCOOCTBYIOIINE PAa3BUTHIO
nHbeKLmit. Bo3aMOoXXHO HapyIIeHe YMCTBEHHOTO Pa3BUTHS.

XapakTepHa CTagWMHOCTh KJIMHWUYECKUX TIPOSBICHUIA: BO BTOPOM IECATHIIC-
TUU >KU3HU HAOIIOAAI0T HApylIeHWe pOCTa U TUITIOTOHAAM3M; B TPETbEM — JIBYCTO-
POHHIOIO KaTapakTy, ITOCeIeHHE; B YeTBEPTOM — IIpeKIAEBPEMEHHOE CTapeHue,
aTpoduIo KOXHU, caxapHblil AUa0eT, OCTEOIOpo3, TpopuuecKue I3Bbl TOJeHEN, T~
IepKepaTo3 Ha CTOMAX, aTPOMUIO MBIIIIII.

[IporHo3 HEOIATOTIPUSTHBIN, O0IbHBIC MOTHOAIOT 10 40 JIET OT CepAEUHO-COCY-
JIUCTBIX 3a00JI€BAaHUI WX 37I0KAYECTBEHHBIX HOBOOOpA30BaHUIA.

OHKONOru4eckui puck

HaunbGonee yacto y OOJIBHBIX pa3BUBAIOTCS CapKOMBI MATKUX TKaHell. Kpome
toro, 20% Bcex 3JI0KaYeCTBEHHbBIX OIyXOJIell — OIyXOJu KOXU. B 0CHOBHOM 3TO
TJTIOCKOKJIETOYHBIN paK, pexe 0a3aJbHOKJIETOYHBIN paK U MeJlaHOMa.

NunarHocTuka

JnarHo3 cTaBSIT Ha OCHOBAaHMU COYETaHUs aTPOUUYECKUX U CKIECPOIESPMOIIO-
JIOOHBIX U3MEHEHMI KOXN KOHEUYHOCTE!, IBYCTOPOHHEN KaTapaKThl U MPEKIeBpe-
MEHHOTO CTapeHusl.

Metabonuyeckuii Mapkep cuHapoma BepHepa — MOBBIIIEHHAS 3KCKPELUS C
MOYOI TMaypOHOBOM KHCJIOTHI.

OudhdhepeHymanbHan guarHocTuka

JuddepeHInanbHy0 TUATHOCTUKY MPOBOAST C aKPOCKJIEPO30M, CUHAPOMOM
Pormynna—TomcoHa, MmeTarepueii.

Jleyenue

Jleuenne CHUMIITOMAaTUYCCKOEC, HAllpaBJICHHOC Ha HpO(bI/IJ'IaKTI/IKy aTE€POCKIIEPO-
TUYECKUX OCJIOXKHEHUN.

Ilokazano MEIMNKO-TCHETUYCCKOEC KOHCYJIbTUPOBAHUEC ceMeit.

Moikunogepmusa spoxaeHHas PotMynga-TomcoHa

Ioiikunoaepmus BpoxaeHHas Pormynga—TomMcona — HeogHOpOAHAS IpyTIIia 3a-
OoJieBaHUIA, KOTOpAsI XapaKTepU3yeTCs CeTUYaTON MUTMEeHTalLe, aTpodueil u Teje-
AHTUSKTA3UsIMU KOXU, IOBEHWIBHON KaTapaKTOl, aHOMAJIUSIMU KOCTHOW CUCTEMBI
1 3y0OB, ITATOJOTUEH BOJIOC ¥ TUTIOTOHATNU3MOM.

Cunonumsl: cuHapoM PormyHma—TomcoHa; moiKkuaonepMust aTpodudeckast ¢
KaTapakTOMu.

Kop no MKb-10
e Q82.8. [lpyrue yTrouHeHHbIE BpOXKXIEHHbIE aHOMAJIUU KOXKU.

Jnupemnonorus

3abosieBaHue HabJomaeTcsl Cpeay MNpeacTaBuTeneil Bcex pac. Yaie 0oJieroT
KEHIIWHBL. THIT HacJaeIOBaHUSI ayTOCOMHO-PELIECCUBHEIN. Bo3MoxeH ayTocoMHO-
JIOMUHAHTHbII THUII.
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JTuonorus u natoreHes
IMaronornueckmii reH RECQL4 pacrionoxeH Ha 8-if xpomocome (8q24.3). I1aro-
reHe3 He U3y4eH.

KnuHnyeckasa kapTuHa

[Tpu poxxmeHnm Koxka pedbeHKa HopMannbHas. [1epBbie M3MeHEeHMsI BOSHMKAIOT Ha
3—6-M Mecslie, pexxe — Ha 2-M roay XK13HU. BHavase mosBisioTcs spuTeMa, oTedu-
HOCTB JInIa. Bckope Ha nuiie, KOHEYHOCTSIX, ATOAWIIAX BO3HUKAIOT OYard CeTYaToMn
MMUTMEHTALUKM B COYETAHUU C TeJICAHTUAKTA3USIMU, TUITONIMTMEHTaluell U aTpopu-
eil. Y MHOTMX OOJIBHBIX TTOBHIIIIEHA (DOTOYYBCTBUTEIBHOCTh. OTCaHbBI OyIIIe3HbIC
¢dopmMmbl 3aboaeBanus. [lolikunoaepmusi, copMUPOBABIIUCH B IE€TCKOM BO3pacTe,
OCTaeTcd Ha BCIO XWM3Hb. B ouarax aTpouu ¢ BO3pacTOM pa3BUBAIOTCS TUIIEPKE-
paTOTUYECKME U BEPPYKO3HBIC U3MEHEHMSI, YTO MOXKET IIPEAIISCTBOBATh PA3BUTHUIO
3JI0Ka4eCTBEHHOTO TIpoIiecca.

Boiocwl Ha To10Be peakue, TOHKKE U JOMKKUE, BO3MOXKHa Inddy3Has ajoneius
C OIHOBPEMEHHBIM BHITIAICHNUEM OpOBEif, pECHUI] U OTCYTCTBHEM TIPU3HAKOB BTO-
PUYHOTO 0BOJIOCEHUSI. HOrTH MOTYT OBITH AUCTPODUUHBIMU.

BorbHBIE 4acTO OTCTAIOT B (PU3NUECKOM Pa3BUTUH (MAJIBIN POCT IIPU TTPOITOPIIN -
OHAJILHOM pa3BUTHUH), Yepell MOXKET ObITh YMEHbIIIEH B pa3Mepax, B psie cliydacB
HOC MMeEeT CeIIOBUIHYIO0 (opMy. JIBYCTOPOHHSIST KaTapaKTa OOBIYHO pa3BUBACTCS
B Bo3pacte 4—7 neT y 40% GonbHbIX. M3 KOCTHBIX U3MEHEHMIA BBISIBJISIOT IUITOILIA-
310 WM OTCYTCTBHE TAJIBLIEB KUCTEH W CTOTI, MaJIble pa3MepHhl JIAMOHE 1 TTOHOIIIB,
a TakxKe Ipyrve aHOMaJuK. YMCTBEHHOE pa3BUTHE OOBIUHO He cTpamaeT. [IporHos
IIJIST BBI3JOPOBIICHUS HEOIaTOIPUSTHEIN.

OHKONOrM4eckui puck

Y GOJIbHBIX MOBBIIIEH PUCK Pa3BUTHS OCTeOreHHOM capkoMbl (30%), 6a3aibHO-
KJIETOYHOTO U TUTOCKOKJIETOUYHOTO paka KoXH (5%). CpemHUil BO3pacT pa3BUTUS
ocTeocapkoMbl — 14 nret, paka Koxu — 34,4 roga.

IlnarnocTtuka

I[I/IaFHOB YCTaHaBJIMBAIOT MpU COYECTAaHHUMU OYaroB ceTyaTon IIUIrMEeHTalunuu, ru-
MOTMUTMEHTALINY, aTpodUM, TEJICAHTUIKTA3UI C TOpakeHUEM IPYTUX OPTaHOB U
CHUCTEM, B IICPBYIO OYEPEIDL C IOBEHUJIbHOM KaTapaKTOI?'I, a TaKXK€ C y4YCTOM JaHHbIX
TUCTOJIOTUYECKOIO MUCCIIEAOBAHUMSI. PCKOMCHI[YIOT BBIITOJIHATH peHTFeHorpa(I)I/IIO
JJIMHHBIX TPYOUaThIX KOCTEN B BO3pacTe A0 S JET ¢ Leblo JalbHeliein auddepeH-
HHaﬂbHOﬁ JUAarHOCTUKHN BPOXKIACHHDBIX I[I/ICI'IJ'[&BI/II‘/’I CKCJICTA OT HAYaJIbHbIX ITPOABJIC-
HUl OCTCOCAapPKOMBI.

IudpchepenumnanbHan guarHocTuka

HNuddepeHInaNbHyI0 TMarHOCTUKY TIPOBOIAT € OYJIIIE3HBIMU (hOpMaMU BPOXK-
JNEHHOU MONKUI0AepMUM (HACAEACTBEHHONM aKpOKEPATOTUUECKOM MTOMKUIOASPMU -
el Yepu u ckirepo3upyloleit moiikmionepmucii Kunmiep), ¢ cuaapomom Beprepa,
nporepueit, cunapomoM KokkeitHa, cuHapomMoM biiyma, aHrMAPOTUYECKON DKTO-
JIepMaJbHOU TUCILIa3UEH.
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Jleyenue

[IpoBoasT cumnromaTuyeckoe JeyeHue. HazHaualoT aHTUOKCUAAHTbI, 110 MOKa-
3aHUSIM — TOPMOHAJIBHBIE TIpEIapaThl, CPEACTBa, yiydlalime Tpopuky. Ciemyer
n30eraTh AJIMUTEIbHOIO IIPeObIBAHUS Ha COJIHLIE, KOHTAKTa C KAHLIEPOTeHHbIMU (pak-
TOpamMu, HEOOXOAMMO ITPUMEHSITh (hOTO3alUTHBIE cpencTBa. [TokazaHo nucnaHcep-
HOE HaOJII0IeHHE Y IepMAaToJIora, OKY/IMCTa, OPTOIea.

Cunpgpom KaypeH

Cunapom Kaynen — penkoe 3abojieBaHME, MpeaCTaBIsioniee co00il coueTaHue
KOXXHBIX HOBOOOpa30BaHMI 1 (PUOPO3HBIX TaMapTOM Pa3JIMIHBIX OPTAaHOB, B TIEP-
BYIO o4Yepelb MOJIOUHBIX 3KeJie3, IMMTOBUAHOM Xene3bl u 2KKT.

CHMHOHHM: CUHIPOM MHOXECTBEHHBIX TaMapTOM.

Jdnupemnonorus

3aboieBaHMe pa3BUBACTCS MPEUMYIIICCTBEHHO Y JIMII €BPOIICOMTHON packl, Jaile
y KeHIIMH, BcTpevyaeTcs ¢ yactoror 1:300 Teic. HaceneHus. Tum HaciaemoBaHUS
AyTOCOMHO-JOMWHAHTHBIN.

JTnonorus u natoreHes

Mytaunst reHa PTEN B nokyce 10q23.3. dyHKIMg reHa — IMOJaBJIeHNE OMyXO0-
JIEBOTO POCTA.

Knunuyeckas kaptuHa

3abosieBaHuE TIPOSIBISIETCSI HA BTOPOM-TPEThEM NE€CATUICTUH XKU3HU.

OCHOBHbIE KOXHbIE U3MEHEHUSI — MHOTOYMCJIECHHbIE, PACIOJOXEHHbIE MPeu-
MYLIECTBEHHO LIEHTpOodalMaaibHO, BEpPYKO3HbIE TPUXOJIEMMOMbI, MHOXXECTBEHHbIE
GubpoMbl akpaibHOU Jokanuzauuu. HabmonaroT nanwuioMaTo3 ryd, BeppyKo3-
HYIO TUITEpIUIa3UIo JECEH, CKJIaayaThii sS3bIK. [TanuanomMaTos cau3ucToin 000J109KU
POTOBOW MOJIOCTY — HEPEIKO MEPBBI CUMIITOM 00JIe3HU. XapaKTepHbI TOUCUHbIE
KepaTo3bl JJaTOHEN 1 TTOIOIIB.

71 maToaoruM KOCTHOM CHUCTeMbl XapaKTepHbl KpaHWUOMETaIusl, TUIOTIa3us
YeJII0CTe B COUETAaHUM C TUIIOTUIa3uel MITKOro HEDA U sI3bIKa, BHICOKOE HEOO, MU -
KPOCTOMUSI. Y MHOTUX OOJIbHBIX pa3BUBaeTCs KU(POCKOINO3.

M3MeHeHUsT IMUTOBUIHOM XeJie3bl — 300, KUCThI, a€HOMBI.

B XKKT oGHapyXuBalOT MOJUIILI MUILEBOAA, XKeJyaKa, ABeHaALaTUIIepCTHOMN
KUIIKHU, TOJICTON KUIIKH.

YacTo BcTpevaroT (pMOPOKUCTO3HYIO TUMepruia3nio, GudpoaaeHOMbI MOJTOUYHBIX
KeJe3, THHEKOMACTHIO.

Ornyxojii HEpBHOM CHCTEMBI — HEBPMHOMEBI, MEHWHTUOMEI. BEIsSIBIIeHa accom-
anust cuHIpoMa KayneH ¢ IMCIIacTUIeCKOM TaHTIIMOIIMTOMOM MOo3Keuka (00JIe3Hb
Jlepmurta—/liokiio). [Tonarator, yto 60Je3Hb JIepmuTa—I10KIi10, BlIEpBble BOZHUKILIAS
Y B3pOCJIBIX, TATOTHOMOHWYHA 11 cuHapoMa KayneH. OCHOBHEBIE KaJTOOBI HalleH-
TOB: CHUTbHBIEC TOJIOBHBIE 00JTM BCIICACTBIE TTOBBIIIIEHNUS] BHYTPUUEPEITHOTO TABJICHNUS,
arakcusi. Ha Tomorpammax BBISIBISIIOT 0ObeMHOE 00pa3oBaHUE B 3aJHEN uyepernHoit
SIMKE.
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OHKONOrM4ecKuit puck

3aboneBaHre XapaKTepr3yeTCsl BHICOKMM PHCKOM PAaKOBBIX OITyXOJIeil. 31oKave-
CTBEHHbIE OITyXOJIM Yallle Pa3BUMBAIOTCS B MOJIOUHBIX XeJje3ax (ameHoKapLUuHOMA)
¥ IIUTOBUIHON Xeje3de ((hOo/UTMKYJUISIPHBIN paK), OAHAKO BO3MOXKHO ITOpaKeHUE
KKT, mouenoyioBeix opraHoB, KoctHo#t TkaHu 1 LIHC. BcTpeyaloT KOXHBIE OTy-
XOJIM: bazamoMa, ITNIOCKOKJIETOUHBIN pakK, MeJlaHoMa. BaxkHa paHHSIS AuarHocTuKa
TPUXOJIEMMOM KO KaK OCHOBHOTO MapKepa MOBBIIIEHHOTO pUCKa pa3BUTHS paKa
MOJIOYHOM XEeJe3bl.

IlnarnocTuka

I[I/Ial“H03 CTaBSIT HA OCHOBAHUM KJIUHUUYECKON KapTUHbBI U TMCTOJIOTUYECKOM
BepI/I(i)I/IKaHI/II/I MHOXCECTBCHHbIX TPHUXOJICMMOM — OCHOBHOI'O KOXHOI'O MapKepa
3a0oJieBaHMs. YJIbTpacoHOTpadusl IIMTOBUAHOM XKee3bl, MaMMorpadus, 9HI0CKO-
s 2KKT 11o3BOASgI0T BEIIBUTH MHOTOCUCTEMHBIIN XapaKTEp MOopakKCHUA.

IuhdepenunanpHan guarHoctuka
JuddepeHanbHbIi IMAarHO3 clieAyeT MPOBOJUTH C HEHACIEACTBEHHBIMU OITy-
XOJISIMM KOXU U €€ TIPUIATKOB.

Jleyenue
Onyxou yaajsioT ¢ TIOMOUIBIO Ja3epa UK 3JIeKTPOKOATYJIsSILIUei.

Cuuppom lNapgHepa

CﬂH,IlpOM I‘apmlepa XapaKTEpU3YyCTCA COYCTAaHUEM ITPEAPAKOBOIO ITOJIMUITO03a TOJI-
CTOM KMILIKU C SMNUACPMAJIbHBIMU U CAJIbHBIMU KNUCTaMU KOXKMU, (1)I/I6p03HI>IMI/I OI1y-
XOJIAMU, OCTEOMaMU, KOCTHBIMU IT'MIIEPOCTO3aMU.

Jnupemuonorus

3aboneBaHue BeTpevaeTcs ¢ yactotoil 1:8300—1:16 000 HoBopoXIeHHBIX. Tur
HacJIeI0BaHUsT ayTOCOMHO-TOMUHAHTHBI.

JTMonorua u naToreHes
Jlokanmuzaums nedektHoro reHa (APC) — 5q21. IlneiioTpornHbIil 3hdeKT reHa
OOBSICHSIET CUMITTOMATUKY 3a00/1eBaHUSI.

Knuunyeckas KapTUHa

HauGoiee yacTble KOXHBIE TTPOSIBJICHUSI CUHIPOMa — 3MUAePMabHbIe KHUCThI
BKJIFOUCHMUS M CAJIbHBIC KUCTBI, OOBIYHO Pa3BUBAIOIINECS 3a10JITO IO TIOJIUII03a TO-
CTOI KMIIIKM, YTO O0JIeryaeT paHHee paclio3HaBaHUE IPeIpaKoBOTO 3a00JIeBaHMSI.
KuCTHI CylIecTBYIOT ¢ pOXKISHUS VIIM MOSIBIISIIOTCSI B paHHEM JIETCTBE, HapacTasi B
kommuectBe 1o 20 siet. [TpenMyiiecTBeHHas JOKaIM3alus — JIMIo. M3 apyrux omy-
XOJIe KOXU OOHApYKMBAIOT TPUXOIIMUTEINOMEI, JICHOMHOMEBI, KepaTOaKaHTOMBI,
Jurnombl. Hepenko pa3BuBaoTcs (prOpo3Hbie HOBOOOpa3oBaHUsI, 0COOEHHO Ha Me-
CTe TpaBM, XUPYpPru4ecKoro BMeIlaTeIbCTBA.
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[MpubausutenbHo y 50% O0JIbHBIX BBISBISIOT KOCTHbIE M3MEHEHMSI, TJIABHBIM
00pa3oM yeperna M JIMLEBOro ckejaeTa (OCTEOMBbI, TUIIEPOCTO3bI), pa3BUBAIOIIMECS B
IepBoIi AeKaje XKU3HU U UMEIoIIe J0OPOKAUYEeCTBEHHOE TeYeHHE.

B mporHocTMYecKOM OTHOIIIEHUM HamboJjiee BaXKHasi COCTaBHAsl 4aCTh CUHIPO-
Ma — audy3HBIN MPeaIpaKoBhIii aAcHOMATO3HBIN TTOJIUIIO3 TOJICTON KUIIIKU, pa3-
BUBAIOLIUICS Y OONBIIMHCTBA 00JbHBIX cTapiie 10 jet.

OHKONOru4eckui puck

V nopasisitolero 60abIMHCTBA 00JbHBIX K 35—40 rogam ageHOMaTO3HbIN MPO-
1IeCC B KMIIIEYHMKE 3aBepllaeTcsl MepepokIeHeM MOJMUIIOB B aleHOKAPLIMHOMY,
TTOBBIIIIEH PUCK Pa3BUTHUS MEJTaHOMBI KOXKH U OITYXOJICH IPYTMX OPTaHOB: IITUTOBU/I-
HOIA 3KeJie3bl, SMYHUKOB, HAIIIOYSUHUKOB, IIEYEHU.

IuarHocTuka

JlarHo3 cTaBsIT Ha OCHOBAHUU XapaKTepHON KIMHUYECKON KapTUHbI, JaHHBIX
TUCTOJIOTUYECKOTO HccienoBaHusi, ooHapyxeHus noiaunoB KKT npu cuctemaru-
YECKOM MHCTPYMEHTaJIbHOM 00cJienoBaHUM. JIMarHOCTUYECKU 3HAUMMBbI TTUTMEHT-
HbIe HapyIIEHUS TJIa3HOTO MHA (TMTEpIIa3usl MUTMEHTHOTO SMUTENINS CETUYATKN).
CuyuraeTcs, 4TO BceX OOJBHBIX C MHOXKECTBEHHBIMU (DUOPO3HBIMU OIYXOJSIMU
KOXW WJIX TMMJIOMaTPUKCOMaMM HEOOXOIMMO 00CIIeIOBATh TSI UCKITIOUEHUST CUH-
npoma lNapnHepa.

OudhdpepeHumansbHas guarHocTuka

JubddepeHIMalIbHYI0 TMATHOCTUKY ITPOBOMSAT C APYTMMU OITyXOJE€BHIMM CHH-
IpOMaMU, COIIPOBOXIAIOIIMMMUCS TTOpakeHNEM KOXHW U KUIIeYHUKa (00JIe3HBIO
Kaynen; cunagpomamu Ileittua—Erepca—Typena, Kponkaiita—Kananbl, Mioupa—
Toppe).

Jleyenune

Onyxonu KOXHU yIasiioT XUPYPruuecKUM IyTeM WU 3JeKTPOKOoaryIsiiuei mo-
cJie ToATBepKaeHUs auarHo3a. OCHOBHOE JieueHMe HaTlpaBJIeHO Ha paHHee TTpodu-
JIAKTUYECKOE yIaJeHUE TTOJUITOB TOJICTON KUILKHU.

Cunapom Mioupa-Toppe

Cunapom Mioupa—Toppe — 3aboseBaHue, XapakTepusylolleecss couyeTaHUeM
OITyXoJIeil KOXH (ITPEeUMYILIECTBEHHO CaJIbHBIX KeJIe3) I MHOXECTBEHHBIX HOBOOO-
pa3oBaHMIl BHYTPEHHUX OPTaHOB C HU3KOM CTETNEHbIO 37T0KAaUeCTBEHHOCTH.

dnupemuonorus
3a6OJ'ICBaHI/Ie PEOKOC, 4allC BCTPEYACTCA Y MYKUYMH. HaCJ'IeI[yeTCH 110 ayTOCOMHO-
JOMMHAHTHOMY TUILY, B OOJIBILIMHCTBE CJyya€B CMHAPOM UMEECT CeMelHbII XapakTep.

JdTuonorusa u natoreses

Brissinens! mytaumu B reHax MSH2 v MLH] — nokycel 2p22-p21 n 3p21.3 co-
OTBETCTBEHHO.
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KnuHnyeckas kapTuHa

3aboneBaHue NPOSIBISIETCST Y B3POCbIX. OMyX0ou KOXU MHOXECTBEHHBIE; PO30-
BaTOW OKPACKMU C KEJITOBAThIM OTTEHKOM WJIH 1IBETa HOPMAJIbHOM KOXU; BO3HUKAIOT
MPEUMYIIECTBEHHO Ha BOJIOCUCTON YaCcTU T'OJIOBBI U TYJIOBUIIIE; KaK MPABUIIO, HE-
OosbIIoTO pazmepa (00bIYHO He Oosee 1 cM), OTHAKO BCTPEYAIOT KPYITHBIE HOBOOO-
pa30BaHuUs, MpeBbILIAIOIINE 5 M B 1uameTpe. PocT onyxoseit MeIjIeHHbIA, UHOTAA
MOSIBJISIOTCS 00J1b, KPOBOTOUMBOCTh. CaMble YyacTble KIMHUKO-MOPDOJOruYecKre
BUIIBI HOBOOOPA30BaHUI SIBIISIIOTCSI MapKepaMM 3a00JIEBaHUS: aJleHOMa W 3IUTE-
JIMOMa CaJIbHBIX XeJie3, 0a3zaiuoMa ¢ callbHO-Xelle3ucToil nuddepeHIInpoOBKOA.
l'unepruiasus canbHBIX XeJie3 U raMapTOMbl TUIIAa cajlbHOTO HeByca flmaccoHa He
OTHOCSIT K CIIEKTPY KOXHBIX MAPKEPOB 3a00JIeBaHUs. Y MHOTUX OOJTbHBIX BBISIBIISIIOT
TaK>Ke MHOXECTBEHHbIE KEPATOAKAHTOMBI.

OHKONOrM4ecKuit puck

OryXoJii KOXH IPEILIeCTBYIOT pa3BUTHIO paKa BHYTPEHHUX OPraHOB, IIPUMED-
HO B 50% ciy4daeB mnosBisitorcs no3xe. Haubosiee yacras jjokaau3aiusl OIyxoJjei
BHyTpeHHUX opraHoB — 2KKT. 3aTteMm no yacToTe mopaxkeHus1 cjeayeT MOUYeBOM Mmy-
3bIPb U TIOYKHU, SHIOMETPUIL, TOPTaHb, IMYHUKH, JeTKre. Hepenko y omHOTro 60JIb-
HOTO BBISBJISTIOT IIEPBUYHO-MHOKECTBEHHBIC OITYXOJIM Pa3HBIX OPTaHOB.

IlnarnocTtuka

JurarHo3 OCHOBaH Ha COUYeTAaHUM KOXHBIX HOBOOOPa30BaHUI (HATMYUS XOTSI ObI
OJIHOI OITyXOJIM CaJbHBIX JKeJIe3) M OIyXoJieil BHYTpeHHMX opraHoB. HeoOGxommumo
TUCTOJIOTMYECKOE UCCIIeIOBaHMUE.

IudhdepenunannHag guardoctuka
JuddepeHnanbHy0 JUarHOCTUKY ITPOBOJST C HEHACIEACTBEHHBIMU OITYXOJIsI-
MM KOXHU 1 €€ ITPUIATKOB.

Jleyenne

OcHOBHOE 3HaueHWE MPUAAIOT PAaHHEMY BBISBICHUIO 3JIOKAYECTBEHHBIX OITY-
XOJIell KOXU M BHYTPEHHMX OpraHoB. CyYIIECTBYIOT TaHHBIE O IOJOXHUTEIbHOM
npoduiakrnuyeckoM 3¢hdeKTe M30TPETUHOMHA B CYyTOUYHOM 03¢ 0,8 MI/KI B OTHO-
LIIEHU U OTyXOJIel KOXMU, B COUeTaHUU C MHTEp(hEepOHOM ab(da-2a — B OTHOIIEHUU
OITyXOJIeil BHYyTPEHHUX OPraHOB.

[Moka3zaHbl MeIMKO-TeHETHYECKOe KOHCYJIBTHUPOBAHMWE, OTpaHNYECHNE BO3IEii-
CTBUS KaHIIEPOTEHHBIX (DAKTOPOB.

Ty6epo3Hbiit cknepos

Ty0Gepo3Hblii CKJIepo3 — CHCTEMHOEe 3a00JieBaHNE, XapaKTepu3yloleecs: IMpo-
KM CIIEKTPOM IpU3HAKOB. K OCHOBHBIM CHMIITOMaM TYOEpO3HOIO CKJIEpO3a OT-
HOCSITCST KOXKHBIE aHTMO(DUOPOMBI (OITMOOYHOE Ha3BaHWE — aICHOMBI CAJTbHBIX
JKeJsie3), SIMWIENCUs U YMCTBEHHast OTCTaJIOCTb.

CHHOHMMBI: aJcHOMAa CaJbHBIX Kejie3 CUMMETpUYHas; 00e3Hb BypHeBMILISI—
IMpunHrns.
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Kopa no MKb-10
e Q85.1. Tybepo3HBIii CKIIEpO3.

Jnupemnonorus
HacnenoBanue ayrocomHo-goMuHaHTHOe. B 50—75% ciyyaeB paccMaTpuBaioT
KaK pe3yJIbTaT HOBBIX MyTaLIUIA.

JTnonorus U natoreHes

3abosieBaHUe reTeporeHHoe. Y CTaHOBJICHO clieIieHue ¢ jokycamu 9q34 (TSC1),
11q14—11g23 u 16p13.3 (TSC2). OnybauKoBaHbl JaHHBIE O HAJTUYUKM YETBEPTOTO
reHa Ha xpomocome 12. IlepBuYHbIE MPOAYKTHI MATOJOTMYECKUX T'€HOB IIMPOKO
TpeACTaBIeHbl B TKAHW TOJIOBHOTO Moara. [IpemamnonoxuTenbHo, OeJIoK raMmapTuH
(konupyetcsa TSCI) mogaBiaseT pocT omyxoneit, a TyoepuH (koaupyetcst T.SC2) pe-
TYJINPYeT SHAOIIMTO3 U YyYaCTBYET B Mpolieccax KIeTOUHOM nruddepeHInpOBKH.

KnuHnyeckas kapTuHa

CuMIITOMBI 3200JIeBaHUST MOTYT TIPOSIBISIThCSI C POXKIEHUSI, OMHAKO Yallle pas3-
BUBAIOTCS B IIepBhIe TOOBI XXKM3HU. [Ipoliecc IMocTereHHO IMPOTPECCUpPyeT, OCOOEHHO
B IIEPU O TIOJIOBOTO CO3PEBaHUSI.

M3MeHeHusT KXW MHOrooopasHbl. Mx HabmonaoT npumMepHo y 80—90% GoJib-
HBIX TyOEepPO3HBIM CKJIepo3oM. Hanbosee 3HaUMMBbIe CUMITTOMBI:

e aHrrnobubpoMbl U hrdpoMaTo3HbIe ouyaru Ha aule (puc. 25.8);

® OKOJIOHOTTEBbIE (PUOPOMBEI;

® IIarpeHeBbIe OJISIIKMN;

® TUIOMeJIaHOTHYECKHUE TIITHA (puc. 25.9);

® IINTMEHTHBIE MSITHA IIBeTa KO(Pe C MOJIOKOM.

CaMble YyacTble U3MEHEHHUS — MEJIKKE TTOYIIapOBUAHbBIE OMYXOJIEBUIHBIC 3JIe-
MEHTbBI BEJIMYMHOM OT OyJIaBOYHOI rOJIOBKM A0 TOPOLIMHBI (AaHTMOGUOPOMBI), pac-
roJlararonmecs, Kak MmpaBuo, CUMMETPUYHO, MPEUMYIIIECTBEHHO B HOCOTYOHBIX
cKJIamKax M Ha 1oa0dopoake. B 3aBUCHMMOCTH OT BBIPaXXEHHOCTH COCYIMCTOTO KOM-
ITOHEHTA 1BET 3JIEMEHTOB KOJICOJIETCSI OT HOPMAJIBbHOTO 10 HACKIIIIEHHO-KPAaCHOTO
WM KPacCHOBAaTO-KOpWUYHEBOro. Ha MOBEpXHOCTH 3JIEMEHTOB MHOTO TeJICaHTUIK-
Ta3uii; Koxa OJecTsias, raakKasi, HO MOXeT ObITh U BEpPYKO3HOU. ¥ HEKOTOPBIX
OOJIbHBIX Ha KOXKe JI0A, BOJIOCHCTOI YaCTH TOJIOBBI M B 00JIACTH IIEK UMEIOTCS KPYTI-
HBIE OIyXOJIeBUAHBIE (PMOPOMATO3HBIE OYard, OMMHOYHBIC MM MHOXECTBEHHBIE,
MSTKOW WM TIJIOTHOBATOM KOHCUCTEHLMW M BapnaOeIbHOW OKpacKd — OT HOP-
MaJIbHOM IO CBETJIO-KOPUYHEBOM.

IIarpeHeBUIHBIC OJISIIKKA Pa3BUBAIOTCS B TIEPBOE ACCATUIETUE XKU3HU ITPpUMeEp-
HO Y 40% GOJIbHBIX M MPEACTABISIOT COEAMHUTEIbHOTKAHHBIE HEBYChl. OHM MMEIOT
BUJI TIJIOCKUX, CJIeTKa BO3BBIIIAIOIINXCS OYaroB C ITOPHUCTON IMOBEPXHOCTHIO THIIA
WIMMOHHOM KOPKW», PAacIOJIaraloluxcs IperuMyLIECTBEHHO B JIIOMOOCAKpalIbHOMI
00yracT, 1IBeTa HOPMaJIbHOM KOXW WM CIa00 NMMMTMEHTUPOBAHHBIX, ¢IMHUIHBIX
WJIM MHOKECTBEHHBIX, METKUX WK gocturarommx 10 cMm u 0ojiee B iuaMeTpe.
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Puc. 25.8. Ty6epo3HBbIii cKiiepo3. AHTHO(DH- Puc. 25.9. TyGepo3Hblii ckiiepo3. ['umonur-
GpPOMBI MEHTHBIE IISITHA

Yacto BcTpeyaroTcsl MOA- U OKOJIOHOTTeBbIe (huOpombl (omyxonu KoeHeHa),
WHOTIA JOCTUTAIOIINE 3HAYNTEIBHBIX Pa3MepoB; a TaKKe THUIIepTpodmuIecKre n3-
MEHEHUSI IeCeH, TOUKOOOpa3Hble BAaBJIeHUs Ha 3yOHOI aMall.

I'imomenaHoTYecKue TsITHA BOBHUKAIOT C POXIEHMS, UMEIOT OJIeTHO-CepoBa-
TYIO WIX MOJIOYHO-0€JIYI0 OKPacKy, CBUAETEIbCTBYSI O paHHEM ITpU3HaKe 3a00IeBa-
HUs. CucTeMHBIe 3a00JIeBaHNS B BUIIE CYIOPOKHOTO CUHAPOMA, SITUJICIITU(MOPMHBIX
MPUITaJKOB U YMCTBEHHOM OTCTAJIOCTU YKa3bIBAIOT Ha TsIXKeJIoe TeUueHUe mpoliecca.
ITporHO3 mTsI BBEI3AOPOBICHMST HEOIATOTIPUSTHBIN.

IIpu TSKEIbIX CUCTEMHBIX U3MEHEHUSIX BBICOKA JIETaJTbHOCTh B JETCKOM U MO-
JIOMOM BO3pacTe OT Status epilepticus, cepaedHOM, TOYECIYHON MU JISTOYHON HEIO-
CTaTOYHOCTU. BhIpakeHHOCTh KOXKHBIX U3MEHEHUM He BIUSIET HAa pUCK BOBJICUCHMUS
B IIPOIIECC BHYTPEHHUX OPTaHOB.

OHKONOrU4ECcKUi puck
Y 0OJIbHBIX C TIOBBIIIEHHON YaCTOTOM BCTpeUyaeTcs pak IMoveK.

InarHocTuka

ITpu mocTaHOBKe ITMAarHo3a OCHOBBIBAIOTCS Ha KJIACCMYECKOM Tpuanae Mpu3Ha-
KOB: aHTMO(MUOPOMBI, aNUAeNTU(OPMHbBIE TTPUTIAAKN WM YMCTBEHHAs! OTCTaJOCTbh.
ITpu cTepToii KIMHUYECKOM KapTUHE Y B3POC/IbIX IMarHo3 MOXET ObITh ITOCTaBJICH
Ha OCHOBAaHWM JTaHHBIX KOMIIBIOTepHOI ToMorpaduu depena (BHYTpHUIepeOpaTb-
Hble OOBI3BECTBJICHUS).

[1pu rucToIorMIecKOM MCCIIeI0BAHNM B aHTHO(DOpOMax HaOII0AAIOT pa3pacTa-
HUE COCTMHUTETbHOM TKaHM, IIPOJIM(MEpalInio MEJKIX COCYI0B (IIPEUMYILIECTBEHHO
KanJUISIPHOTO THUIIA) W paciInpeHne nx mpocsera. CoeAMHNUTEIHOTKAHHBIC HEBY-
CBhI IPU TYOEPO3HOM CKJIEPO3€ IIPeICTaBICHbI KOJIATeHOMAaMHM.

JI71s1 TIpeHaTaIbHOM AUAarHOCTUKM TyOEepO3HOTO CKIIep03a PEKOMEHIYIOT UCITOJb-
30BaTh JaHHbIC O CLIETUICHUM C YKa3aHHBIMU JIOKycamu. I1pu mpeHaTaabHOI aua-
THOCTUKE BO3MOXHO MPOBEACHNE dXOKapauorpaduu st BoISIBICHUs pa0IOMUOMBI
cepaia.
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OudhdepeHumanbHas guarHocTuka

AHruouOpoMbI IIpU TYOEPO3HOM CKJIEPO3a MOIYT HAIIOMUHATH TPUXOIIIUTE-
JIMOMBI; CHUPUHIOMBI; HOBOOOpA30BaHUS IIPU CUHIPOME 0a3abHOKJIETOYHBIX He-
BYCOB; PO30BbIE YIDH.

HubdepeHunpyoT 3a0ojieBaHUE TaKXKe C cuHopomom bupm—Xoee—Illyba — re-
HOIEPMAaTO30M C MOBBIILIEHHBIM PUCKOM Pa3BUTUSI 1OOPOKAYECTBEHHbBIX 1 3JI0KAYe-
CTBEHHBIX OITyXOJIeli ITOYeK.

Jleyenue

HaubGosnee KpyrmHbIe 2JeMEHTBI YIAISIOT 3JIEKTPOKOATYJISIIIME, KPUOAeCTPYK-
LIMei, J1a3epHbIM u3nydeHueM. Habnronanu ymeHbleHUe pa3MepoB aHTHOhGUOpOM
oT Turasona (1o 1 Mr/kr). MoxeT ObITh TIOJIe3HA iepMabpas3us, ee claeayeT MpoBO-
JIUTh MOCJe CTabuau3aluu npouecca. JnuTebHO Ha3HAYAIOT AaHTUKOHBYJIbCUBHbIC
npenaparbl (Hampumep, (EeHUTOMH), TIEPUOAMYECKU — CPEACTBa, CHUXKAOIINE
BHYTpUUEPEIHOE JaBJieHUEe, HOPMAJIU3YIOIINe CepACYHbI PUTM MPU padaoMroMe
cepaua. Merton BeIOOpa MPU OIYXOJISIX TOJIOBHOTO MO3Ta — OTIEpaTUBHOE yAaJicHHUE.

[MokazaHO MeMKO-TeHETHUYEeCKOEe KOHCYIbTUPOBAaHME.

TecToBble 3aaHus

1. OCHOBHBIM IATOTEHETUYECKUM MEXaHU3MOM Pa3BUTHS IIPOrePUU B3POCIIbIX CUM -
TaeTcs:
a) HapyllleHue 0OMeHa TOMOTEHTU3MHOBOI KUCIOTHI;
0) HapymeHue penapanuu JHK;
B) HapylleHue 6apbepHOU (PYHKIIMU KOXMU;
I') OTJIOXEHUE LIEPOUIOIION00HOI0O IIMIMEHTA B pa3JIMYHbIX OpraHax;
1) HapylIeHUe TPaHCIIOPTa MeJIaHUHA.
2. CaMbIM paHHMM IPOSIBJICHUEM IMUTMEHTHOM KCepOAEPMBI SIBJISIETCSI:
a) (pOTOUYBCTBUTEJILHOCTD;
0) rurneprnurMeHTanus;
B) MONKUIOAEPMUSI;
r) aTpodusi;
1) aKTMHHUYECKUI KepaTos.
3. Heiipodubpomaros Il Tumna omimyaercs ot kiaccuueckoro I tumna (6osne3nu Pe-
KJIMHIXay3eHa) CJeAYIOIIMM IIPU3HAKOM:
a) TJIyXOTOl;
0) HannmuueM y3eakoB JInia Ha panykKHo# 000JI0UKe;
B) MOMKUJIOAEPMUEIA;
I') ICEBA0APTPO30M TPYyOUATHIX KOCTEI;
1) OTCYTCTBHEM HeipohuOpoM.
4. K HacieACTBEHHBIM CMHAPOMAM C MOJUII030M KUIIEYHUKA OTHOCUTCS CIIEIYI0-
LM TeHOIEPMATO3:
a) cunapom KapHu;
0) cunapom BepHepa;
B) cunapom biywma;
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r) cunapom l'apaoHepa;
1) cuaapoM Mioupa—Toppe.
5. Kaxkoit 13 Ipu3HAKOB HE OTHOCUTCS K CTIICKTPY IPOSIBICHUI TYOSPO3HOTO CKIIe-
po3za?
a) TUTIONMUTMEHTHEIC TIITHA;
0) aHTO(PUOPOMEL;
B) COCOIUHUTEIBHOTKAHHBIC HEBYCHI;
T) IJIMOMA 3PUTEILHOTO HEPBA;
1) SIMMIETITU(OPMHBIC TTPUTIATKHN.
6. Kakas n3 oryxoJieii BHyTpeHHIX OpTaHOB HanboJjiee 9acTo BCTpevyaeTcs Ipu 00-
ne3nu PexnmHrxayseHa?
a) TJIIOKaroHoMa;
0) pabmomMuoma;
B) JICIOMUOMA;
) (heOXpOMOIIUTOMA;
1) aHTHOMa.
7. Kakoit MexaHU3M JIeXKUT B OCHOBE CaMoOil 4acToil (hopMbl anbOUHM3Ma?
a) HeIOCTaTOYHOCTh TUPO3UHA3ZHI,
0) HapyllIeHHe TpaHCIIOpTa MeJIaHUHA;
B) pa3pylleHNEe MEJIaHOIIUTOB UMMYHOKOMIIETCHTHBIMU KJICTKAMU,
T') BPOXXIEHHbIE CTPYKTYPHbIC aHOMAJIUU MEJIAHOLIMTOB;
1) YCKOPEHHBII MeTa00I1M3M MeJIaHMHA.
8. Ilpu npocTom Oy/UIe3HOM BIMIECPMOJIM3E ITy3bIpU 00Pa3YIOTCSI:
a) cybamuaepMabHO;
0) Ha ypOBHE 3epHUCTOIO CJIOS;
B) B 30HE CBETJION IUIACTUHKM 0a3aJIbHOI1 MEMOpaHHI;
T') Ha YpOBHE 0a3aJbHbIX KEPATUHOLIMTOB;
II) MEXXIY TUIOTHOM TIJIACTUHKOMN 0a3aIbHOM MeMOpPaHBI 1 IEPMOIA.
9. IMoitkumonepmuro pu cuHapoMe PormMyHma—TomcoHa Heobxonumo nuddepeH-
LIMPOBATH:
a) ot cuHapoma Ileiitua—Erepca—TypeHa;
0) cunopoma Kapnu;
B) cuHapoMa biyma;
) TyOepO3HOIO CKJIEPO3a;
1) cunapoma I'epmancku—ITynnaka.
10. OgauM 13 Hamboee TSKEIbIX OCIOXHEeHW cuHapoMa ['epmancku—Ilymraka
SIBJISICTCSI:
a) 6ouse3Hsb Jlepmura—10KI10;
0) JieTanbHBIN reMoarolUTapHblii CHHIPOM;
B) pabmomMuoMa cepla;
I') 03JI0KaueCTBJIeHUE TJIeKCU(GOPMHOI Helipo(UOPOMBI;
1) (heoXpoMoIIUTOMA.

JTanoHbl 0TBETOB
1—-06;2—a;3—a;4—n;5—r;6—1;7—0;8—1;9—8;10 —0.





