A.l. YNCTbIN

TEHHbIE BOJIE3HW

MuHck BI'MY 2021



MUHUCTEPCTBO 3JIPABOOXPAHEHNM A PECITYBJIMKU BEJIAPYCbH
BEJIOPYCCKHWI I'OCYJAPCTBEHHBII MEJIMIIUHCKWIT YHUBEPCUTET
2-51 KAOEJIPA JIETCKMX BOJIE3HEN

A.T. YUCThIN

I'EHHbBIE BOJIE3HHU

VY4ueOHO-METOANYECKOE TOCO0ME

Musack BI'MY 2021



V]IK 616-056.7-053.1-053.2(075.8)
bbK 57.33473
Y-68

PexomengoBano HayuHo-MeToqu4eCKUM COBETOM YHHUBEPCUTETA B KAUECTBE
yaeOHOo-MeToaudeckoro mocoous 23.12.2020 r., mpotokoin Ne 14

Pemeun3eHnTsl: n-p Mea. HayK, JOIL., 3aB. Kad. MPOMENEBTUKHA JIETCKUX 00-
ne3nert benopycckoro rocynapcTBeHHOro MeaulMHCKoro yHuBepcutera B. B. Crpo-
ruif; kad. HeoHaTonmoruu bernopycckoit MEIUIIMHCKON akaJeMUU MOCIETUIIOMHOTO

oOpasoBaHus

Yuctoli, A.T.
U-68  I'ennbie Oone3nu : yueOHo-mMeTonuueckoe mocooue / A. I'. UncTthril. — MUHCK :

bI'MY, 2021. - 32 c.
ISBN 978-985-21-0778-5.

WznoxeHbl cCOBpEMEHHBIE B3TIISIBI HA MPOOJEeMy TeHHBIX OOJIE3HEH, a TakKe OTpa)keHa
3HAYUMOCTh UX CBOEBpPEMEHHOU auarHocTuku. Kpome sToro, npeactaBieHbl OCHOBHBIE MOMEH-
THI 3TUOIIATOTEHE3a, KIIMHUKY, TUArHOCTUKY U JICUEHUs TaHHBIX 3a00JIeBaHUH.

[IpennazHadeHo a5 CTYIEHTOB 6-TO KypCOB IleAnaTpudecKoro (hakymnpTeTa.

YK 616-056.7-053.1-053.2(075.8)
BBK 57.33a73

ISBN 978-985-21-0778-5 © Yucrsiii A. T., 2021

© YO «benopycckuii ToCyJapCTBEHHBIN
MEIUIIMHCKUA YHUBEpCUTETY», 2021



MOTHUBAIIMOHHASA XAPAKTEPUCTUKA TEMbI

['enHble 6ONE3HU SIBIAIOTCS OJHOM M3 HanOoJiee MHTEPECHBIX U OCHOBOIIO-
Jaralomux mpodieM B MEIULMHCKON reHeTrke. B HacTrosimee BpeMst MEAUIIMH-
CKMM paOOTHUKAaM BCE Yalle NPUXOJUTCS CTAJIKUBATHCSA C MPOSBICHUSAMU
HACJIEJCTBEHHOM MATOJIOIMH, YUCIO KOTOPOM HEYKJIOHHO pacTeT. JTU 3adoJie-
BAaHMSI MOT'YT C BBICOKOM BEPOSTHOCTBIO SIBUTHCSI IPUUMHON MHBATUAHOCTH WM
IPEKIEBPEMEHHOM THOEN NalueHTa.

B PecniyOommke benapych exerogHo poxkaaercs cpaiiie 3500 neten ¢ Bpox-
JICHHBIMUA M HACIEACTBEHHBIMU 3a00JieBaHUsIMHU. YacTh JeTell yMuUpaeT B paH-
HEM BO3pacTe, OOJBITMHCTBO U3 OCTABIIMXCS B KUBBIX SIBJISIIOTCS MHBAJINIAMU
C AeTCTBA. bosplias 4acTh U3 HUX UMEIOT BBIPAKEHHBIE OTKIOHEHUS B Pa3BH-
TUH, MPENATCTBYIOLIME MMOJTHOLICHHON COLMAaIbHOW MHTETpALUH, a B PsJIE CIIy-
4aeB — OTPAHUYMBAOIINAE HOPMAIBHYIO KU3HEACITEIBHOCTb.

Cpennsisi IpoAOIHKUTEIBHOCTh KU3HU OOJBHBIX C BPOXKIEHHOW M Haciel-
CTBEHHOM MaTOJIOTHEH CHI)KEHA MO0 CPAaBHEHUIO C OOIIEeH MOonmysiueil. Y cTaHOB-
JeHo, uto 6osee 50 % cirydaeB caMONPOM3BOJIBHBIX BBIKUABIIIEH HA pAHHUX CPO-
Kax OEpeMEHHOCTH, BPOXACHHOM TIYXOTbl M CIENOTHI, a TaKK€ YMCTBEHHOMN
OTCTaJIOCTU OOYCIIOBJIEHBI HACIEACTBEHHBIMU (hakTopamu. IIpobiema BpoxaeH-
HOW M HACJICICTBEHHOW MATOJIOTUH SIBJIAETCS AKTyaJbHOM HE TOJBKO C MEIUIIH-
CKOM Touku 3peHHsi. OHAa HETaTMBHO BIMSAET Ha JEMOrpaUUecKyl0 CUTYaIUIO
B CTpaHe, a TaKKe UMEET OOJIbIIOE COLUAILHO-9KOHOMUYECKOE 3HAUCHUE B CBSI3U
C HETPYAOCHOCOOHOCTHIO OOJIBHBIX TSKEIBIMU HACIIEACTBEHHBIMU 3a00JI€BaHUS-
MU 1 HE3aHATOCTBIO B IPOU3BO/ICTBE JINLI, OCYIIECTBISIONMUX YXO/ 3a HUMH.

Heab 3aHATHS: N3YyYUTh OCHOBHBIE BOIPOCHI 3THONATOTE€HE3a, OCHOBHBIE
MPUHITUIBI KJACCU(DUKAIIMU ¥ TUATHOCTUKHM TEHHBIX OOJIE3HEH, a Takke paso-
OpaTh KIMHUYECKHE MPOSBIECHUS HEKOTOPHIX T€HHBIX 3a00JI€BaHUN.

3agaum 3aHATHS:

1. O3HaKOMUTBHCSI C SNHUAEMHUOJIOTHEH, JTHOJOTHEH U Kiaccudukaruen
HanboJiee YacTO BCTPEYAIOLIMXCSI TEHHBIX 3a00J1€BaHUN.

2. Pa3o0path 0COOCHHOCTH KIMHUYECKUX MPOSIBICHUN T€HHBIX OOJIE3HEH.

3. UByunts o6mmume mpoOieMbl JIeYeHHs] M TUarHOCTUKY MAIMEeHTOB C T'eH-
HBIMU 0OJIC3HSIMH.

TpeGoBanus K MCXOAHOMY YPOBHIO 3HaHMU. J[JI1 IOJIHOrO OCBOEHHUS Te-
MBI CTYJIEHTY HE0OXOIMMO MOBTOPUTH U3 KYPCOB:

1) GroIOTHH: ITHOJIOTHIO M MUJAEMHUOJIOTUIO TeHHBIX U XPOMOCOMHBIX 00-
JIE3HEW; HACJIEICTBEHHOCTh M W3MEHUYMBOCTB; THIbI HACIEAOBAHMUS; T€HOTHUII
U (EHOTHUIT; METO/Ibl UCCIIEIOBAHUS B MEIULIMHCKOMN I'eHETHKE;

2) MaTOJOTUYECKOW (PU3UOIOTUU: CEMHUOTHKA OCHOBHBIX CHH/IPOMOB.

KoHTpoJibHBIE BOIIPOCHI:

1. Knaccudukanus reHHbIX 00JIe3HEH.

2. [latorene3 reHHbIX OOIE3HEH.



3. Knuanueckue mposiBiaeHus, KIacCUUKAIMs U AUArHOCTHKA CHHIPOMA
Mapdana.

4. Knuanyeckue mposiBIeHUs, KIacCu(UKalnsi U AUarHOCTUKA HeHpoduo-
pomaTto3a.

5. Knmunnveckue mposiBIeHUS, KIaCCH(PHUKAIUS U TUATHOCTHKA MYKOBHC-
111034,

6. Knmunandeckue mposiBieHus, KiaccuuKaus U AUarHOCTUKA (PeHHIIKe-
TOHYPHH.

7. Kimmandeckue mposBiieHus1, KI1acCU(pUKaIMs U TUarHOCTHKA TITIMKOTCHO30B.

8. Kinnanueckue nposiBieHMs, KIacCU(PHUKAIM U TUATHOCTUKA X-CIIETIIICH-
HBIX TeHHBIX OOJIe3HEH.

BBEJAEHUE

I'ennbie 60€3HNM — pPa3HOPOJIHAS MO KIMHUYECKUM MPOSBICHUAM TPYIIa
3a0oJieBaHUM, 00YCIOBICHHBIX TeHHBIMA MYTAIIMSMH.

['ennbie 60JI€3HM COCTABISAIOT 3HAYMTEILHYIO JOJIFO HACJICJACTBEHHOU ITa-
TOJOTUHM ¥ HACUMTHIBAIOT cerofus Oojnee 4500 3abonepanuii. [lo maHHBIM JTH-
TepaTyphl, B Pa3HbIX CTpaHaxX OHM BBIABISIOTCA Yy 30—65 nereil B pacuere Ha
1000 HOBOpOXACHHBIX, 4TO cocTtaBisieT 3,0-6,5 %, a B cTpykType oOIIei
CMEpPTHOCTH JieTel 10 5 JeT Ha ux oo npuxoaurcs 10-14 %. MHorue reHHbie
00JIe3HU, HECMOTPS HA JIOCTAaTOYHO BBICOKWM YPOBEHb MEAMKO-OMOIOTUUECKUX
3HaHUMU, MPEJCTABISAIOT 3HAYUTEIIbHBIC TPYAHOCTH B CBOECBPEMEHHOM JIUArHo-
cTuke U 3(Q(PEKTUBHOM JICUEHUU W YACTO MPUBOIAT K 3HAUUTEIILHOMY HapyIlie-
HUIO KaueCTBA KU3HU OOJIbHBIX, MHBAIMIN3AIIMY U pPAHHEMY JIETAIbBHOMY UCXOTY.

KJACCU®UKAIIUA TEHHBIX FOJIE3HEH

I'ennble 3a00J1eBaHUSI MHOTOUYMCIICHHBI U OTJIMYAIOTCS] BBIPAKEHHBIM KJIH-
HUYECKUM noJiuMopdu3zMoM. B ocHOBY kitaccupukanuy MOHOTEHHBIX 0o0Je3-
HEU MOJI0KEHO HECKOJIBKO MPUHIIMIIOB: TEHETUYECKUM, TaTOTCeHETUYECKUN HIIH
KJIMHUYECKHU.

Hanbonee yacTo Ha mpakTHKE NMPUMEHSIETCS KiaccHu(HKaImsa, OCHOBaHHAS
Ha reHeTH4YecKoM nmpuHiumne. CorjaacHo JaHHOM KiIacCH(pUKAITUN BBIICIISIOT:

1. AyTocoMHO-TOMHHAHTHBIE 3a00JI€BAHUS.

2. AyTOCOMHO-peIeCCUBHBIE 3a00JIEBaHUSI.

3. X-CleIIeHHbIC JOMHHAHTHBIC 3a00JICBaHUs.

4. X-crerieHHbIe PEIeCCUBHBIC 3a00JICBaHMS.

5. Y-cuemieHHbIe 3a00JICBaHUS.

6. MutoxoHapHUaIbHbIC 3a00JIC€BAHMUS.



Kannuveckuii npuHOMn kiaccu(rKaluy OCHOBAH Ha BOBJICUEHUU B Ia-
TOJIOTUYECKUH MPOIIecC TOW HIIM MHON CHCTEMbI OPTaHOB (HACIEACTBEHHbIE 00-
JIE3HU OIOPHO-ABUTATEILHOIO amnmnapara, 3HAOKPUHHOW CHCTEMbI, CEpAECHHO-
COCYJIUCTOU CUCTEMBI U T. I1.).

B ocHOBe maToreHeTH4ecKOro MPUHIMNA KiIacCU(UKAIUN HACIIEICTBEH-
HBIX OOJIe3HEH JICKUT BBIJEICHUE BEIYIIETO MAaTOTCHETUYECKOro 3BeHa (Hapy-
neHre 0OMeHa BellecTB, aHOMaJIMU Mop(oreHesa u uX KOMOMHAIINN).

ITATOTI'EHE3

B ocHoBe naTtorenesa Jir000i reHHOM OO0JIE3HH JIEKUT JEUCTBUE MYTaHTHO-
O aJjielis, BhI3bIBAOIIEE 00pa30BaHNe MEPBUYHOTO MATOJIOTHYECKOTro cyOCcTpa-
Ta, 3aIyCKAIOIIEro KackajJ OMOXUMUYECKHX MPOIECCOB, OKA3bIBAIOIINX BO3ICH-
CTBHUE HA KJIETKH, OPTaHbl U CUCTEMBI OpraHU3Ma.
Cnenyer OTMETUTb, UYTO MOJEKYJISpPHbIE OCHOBBI MAaTOreéHe3a MHOTIHMX
HaCJIEJICTBEHHBIX 3a00JIeBaHU JJO KOHIA HE N3YYEHBI.
Cy1iecTByeT HECKOJIBKO YPOBHEH MaTOJOTMYECKOr0 BO3/AEUCTBUS MyTaHT-
HBIX T€HOB:
1. Monexynapnuwiii:
1) cuHTe3 M30BITOYHOTO KOJIMYECTBA KOHEYHOTO HIIM MPOMEKYTOYHOTO
cyOcTpara MeTabOJIMUECKUX PEeaKIInii;
2) cMHTEe3 OCIIKOB C aHOMAJIbHOM CTPYKTYPOU (CepHOBUIHO-KICTOYHAS
aHeMusl);
3) OTCYTCTBHE BBIPAOOTKH MEPBHUYHOTO CyOCTpaTa METa0OIHYECKUX Pe-
akuuii ((heHUIIKETOHYpHUS );
4) CHIKEHHE BBIPAOOTKU MEPBUYHOTO CyOCTpaTa MeTabOJIMYEeCKHX pe-
aKIui (TanaccemMus).
2. Knemounwuii:
1) HapylieHUe aKTUBHOCTH JH30COMANIBHBIX (DepMEHTOB (MYyKOMOJHCA-
Xapu103bl);
2) OMOXMMHUYECKUE HApYIICHUs B Tepokcucomax (curapom Llemiserepa);
3) OTCYTCTBHE OEIKOBBIX PEIENTOPOB HAa MeMOpaHaX (MYKOBHCIIHIO3,
CHUH/IPOM TECTHUKYJISIpHOU (DeMUHU3ALINN);
4) HapylICHHE B3aMMOJICHCTBHUS B pabOTe KJICTOK (OJHO M3 3BCHHEB I1a-
TOoreHes3a muonaruu JomeHHa).
3. Opeannusiii.
4. OpeanuzmerHulli.
OCHOBHBIMHU XapaKTEPUCTUKAMU T€HHBIX OOJE3HEH SBISIOTCS CHEIU(UY-
HOCTh KJIMHWYECKOW KapTHHBI, TEHETHYeCKas TeTepOTreHHOCTh, KIMHUYECKHI
nmoJIMMophu3M.



K 0cobeHHOCTAM KIMHUYECKOW KapTUHBI TeHHBIX 3200JIEBAHUI OTHOCUTCS:

1. Pa3sblii Bo3pacT MaHu(pecTaunu 3a0071€BaHus.

2. KnuHnueckoe MHOTr000Opasue MposBICHUH.

3. XpOHUYECKOE U MPOTPEAUCHTHOE TeUCHHSI 3a00ICBaHMUS.

B ocHOBe pa3HooOpa3us nepuoaoB KIMHUYECKON MaHu(ecTauy reHHbIX
3a00JIeBaHUH JIeXkKAT CTPOTHE BPEMEHHbIE 3aKOHOMEPHOCTH OHTOTECHETHUECKOMN
PETyJIALNNA SKCTIPECCHH TeHOB. Tak, Havajao U OKOHYaHWE (PYHKUHOHHUPOBAHUS
KQKJIOTO T€Ha CTPOrO 3aKPEIJIEHO 3a OMPEAETIEHHBIM IEPUOJOM OHTOIEHE3A,
MYTaHTHBIE T€HbI HE SIBIIAIOTCS UCKIIOUEHUEM. Becomblil BKIIa B MEPUOI Ma-
Hu(ecTallud BHOCST W MHJIMBHIyalbHbIe OCOOCHHOCTU T'€HOMA YeJIOBEKa, BO3-
JENUCTBUE APYTMX T€HOB HA MyTaHTHBIM r'eH, BiAUsSHUE (HAKTOPOB BHEIIHEH cpe-
IIbl HA OPTaHU3M.

Kinunnyeckoe MHOroo0pasue reHHbIX OoJie3Hei. Benyuieil npudymHon
KJIIMHUYECKOT0 MHOT000pa3usi TeHHBIX OOJIC3HEU SIBISIETCS nelomponHoe Jeu-
CTBHE MATOJIOTUYECKUX FEHOB.

IIneiiomponusa — siBIC€HUE MHOXECTBEHHOTO JICHCTBUS reHa. BeIpakaeTcs
B CIIOCOOHOCTH OJTHOTO I€Ha BJIMATH HA HECKOJIBKO (DEHOTUITUYECKUX MMPU3HAKOB.

Paznuuaror nBa BapuaHTa IJIEHOTPOIINH:

1) nepBrUYHas, WK CTPYKTYpHas,

2) BTOpUYHAS, WM (PYHKIIMOHAIbHASI.

[Ipy nepBUYHON IICUOTPOINIUU MATOJIOTHUYECKUM SIBISIETCA MPOIAYKT I'E€HA,
IIPX 3TOM €r0 BIIMSIHUE PACHPOCTPAHSACTCA HA MHOXKECTBO NPU3HAKOB B Opra-
HUA3ME. SIpKUM IpPUMEpPOM IUIEMOTPOITHOIO JEHCTBUS I'€HA SIBJSIETCS CHUHAPOM
Mapdana — 060ne3Hb, B OCHOBE KOTOPOU JIEKHUT Ne(PEeKT CHHTE3a KOoJulareHa.
B pe3ynbpTaTe B maToNOTMUYECKYI0 KapTHUHY 3a00JIeBaHUSI BOBJICUYEHO OOJIBIITUH-
CTBO KOJUIAr€HOBBIX CTPYKTYp OpranusMma: nedopmaiusi ckeiera, MaTOJIOTHS
IJ1a3, CEpACYHO-COCYAUCTOM cuctemsl, jerkux u [THC.

[Toxg BTOpUYHON TIEHOTpONKEN MOHUMAIOT MEPBHUYHOE (DEHOTUITUYECKOE
MIPOSIBIIEHUE I'€Ha, KOTOPOE 00YCIIOBIMBAET MPOSIBJICHUE BTOPUUHBIX TPU3HAKOB.
B kauectBe mpumepa BTOPUYHOIO IUIEMOTPONHOTO JIEUCTBUSA TE€HA MOXKHO
PaccCMOTPETh CEPIOBUIHO-KJIETOUHYIO aHEMHUI0. AHOMAaJIbHBIN TeMOTrJI00UH S
B F€TEPO3UTOTHOM COCTOSIHUM (DEHOTUIIMYECKHU MEPBUYHO MPOSBISETCS CEpIIo-
BUJIHO-KJICTOYHON aHeMHel, KOTopasi MPUBOJIUT K BTOPUYHBIM (DEHOTHUIHYE-
CKUM MPOSBJICHHUSIM B BUJIE aHEMUU, I'EMATOJMEHAIBHOTO CUHAPOMA, TTOPAKEHHUS
cepAla U MO3ra, HEBOCIIPUUMYUBOCTH K MaJISIPUH.

[TaTonmornyeckue reHsl He Bceraa MposiBisioTcs B peHotune. Kpome toro,
OHU MOTYT IPOSIBJISATBCS C PA3sHOM CTEIECHBIO BBIPAXKEHHOCTU. BeEpOsTHOCTH
NPOSIBJIICHUS] JAHHOTO ayiessi B (PEHOTUIIE HA3bIBACTCS HeHempanmHoCmbio.
Eciu annens Bcerna mposiBisieTcs B ()€HOTUIIE, TO TOBOPAT O TOJHOW IEHe-
TPAHTHOCTH, €CIM aJUIe]h HE MPOSBIISICTCS B (DEHOTUIIC B PA3IUYHBIX CIydasXx,
TO TOBOPSAT O HEMOJIHOW EHETPAHTHOCTH.



Jliis TeHHBIX 00JI€3HEH XapaKTepHO XPOHUYeCKoe U NMPOrpeAueHTHOe Te-
yeHue. B ocHOBE MpOrpeMEHTHOCTH TEYEHUs AAHHOW TpyNIbl 3a00JIEBAHMIA
JICKUT HETIPEPHIBHOE (PYHKIIMOHMPOBAHUE MATOJOTMUYECKOTO reHa. B manbHel-
meM K HMMEIOIEMYCS BO3ACHMCTBUIO IPUCOEAUHSIOTCS BTOPUYHBIEC ITPOLIECCHI,
KOTOpPBIE YCWJIMBAIOT IIEPBUYHO 3AITYLIEHHBIN ATOJIOTUYECKUI IIPOLIECC.

KJIMHNUYECKHUE MTPOABJIEHUA
HEKOTOPBIX TEHHBIX BOJIE3HEM

CuHaPOM MAP®DAHA

Cungpom Mapdana — HaclneACTBEHHOE 3a00J€BaHUE COCAMHUTEIHHOU
TKaHU C ayTOCOMHO-JOMUHAHTHBIM THUTIOM HACJIEIOBaHUs, KOTOPOE MPOSIBISIET-
Csl CO CTOPOHBI CEPACYHO-COCYJUCTON M CKEJIETHON CHUCTEM, a TaK)Ke OPraHOB
3peHus. B ocHOBe maToreHes3a JeKUT MyTalus reHa, KOJUPYIOLIero CHHTe3 Oel-
ka ¢uopmwnmH-1 (FBN1), koTOpBINi B CBOIO OYepenb SIBISIETCS YacThiO Oelka
COEIMHUTENIbHOM TKaHU — KOJUIareHa.

Yacrora BcTpeuaemocTu cuHApoMa MapdaHa B MONYJALMH COCTaBISET
1-2 cnyyas va 10 000 HOBOPOKJIEHHBIX, B PABHOM CTETICHHU MPOSBIISIETCS Y JIUIL
MYKCKOro u xeHckoro mosa. B 70-85 % cnyudasx 3abosneBaHue sBIsSETCS
HACJIEJICTBEHHBIM, B OCTAJIbHBIX — PAa3BUBAETCS BCIICJCTBUE CIOHTAHHBIX MY-
TalUil, 4aCTO B BUJE MUCCEHC-MYTallUi.

Kannuyeckue nposiBjieHust 3a60J1eBaHUA:

1. Cepneuyno-cocyanucras cucTema:

— KUCTO3HAsI JIeTE€HEepalrs aopThl, KOTOpasi XapakTepusyercs: (pparmMeH-
TaIeil STACTUYHBIX BOJIOKOH, COKPAIIEHUEM TJIaJIKOMBIIIEYHBIX KJIETOK, OTJIO-
’KEHHEM KoJUIareHa U MyKOTIOJIMCAaXapHI0B B CPEIHEM CIIOE;

— Cy’KeHHE a0pTaJbHOTO KJanaHa;

— NUJaTanus KOPHS a0pThHI M €€ PacCcIOoCHNUE.

2. Opranbl 3peHus:

— 3KTOIHUS XPyCTAIUKA;

— OJIM30PYKOCTH;

— TJIAyKOMa;

— KaTapakTa;

— OTCJIOEHUE CETYATKHU.

3. OnopHO-ABUTATEHHBIN annapar:

— U30BITOYHBIN POCT;

— HETPOMNOPIIMOHATIBHBINA POCT IJTMHHBIX TPYOUATHIX KOCTEH;

— CKOJIMO3 U €T0 MPOTPECCUPOBAHME JaKe TOCTE JOCTUKCHHS «CKEIeT-
HOM 3PEIOCTH;



— aHOMAJIMA TI03BOHKOB — IIMPOKHUE TMOINEpPEYHbIe OTPOCTKU, Y3KUE
Y KOPOTKHE KOPHU AYXEK, HAIMYKE y3yp B MECTE BXOJAa MUTATEIbHON apTepHH
B TEJO MO3BOHKA, UCTOHUYEHUE 3aMBIKATEIIbHBIX IUIACTUHOK; CHI)KEHHE MHHE-
pabHOM MJIOTHOCTU KOCTHOM TKaHWU;

— aHOMAJIMKA IIEWHOro OT/AeNla MO3BOHOYHMKA — IepeaHe-3aaHss He-
CTAOMJIBHOCTH B aTJIaHTO-aKCHAIbHOM COWICHEHUH;

— IPOTPY3Hs BEPTILYKHOM BIaJMHBL;

— nedopmariusi rpyTHOM KJIETKH (KUJIEBUIHAS TPY/Ib, TPY/Ib «CAMOKHUKAY);

— TUIIEPMOOMIIBHOCTD CYCTaBOB,;

— TUIOCKOCTOIIHE;

— MBIIIEYHAs! TUTIOTOHUS;

— IpyTHUE€ OPTOIETUYECKUE MTPOSIBICHHUS.

4. JlpixaTenpHasi CUCTEMA: CIIOHTAHHBIN THEBMOTOPAKC.

5. HepBHast cucrema: 5kTa3usi AypajbHOM OOO0JIOUKH, MPOSBIISIOIIASACS
B BHJIE PacIIMpPEHUs CIIMHHOMO3IOBOIO KaHajia B JIFOOOM MECTE BOJb MO3BO-
HOYHHKA, UICTOHYEHUE HOXKEK AYKEK M CaMHUX JTYKEK, pacCIIUpEeHUE KaHajla He-
PBOB WJIM MEPEIHEE MEHUHTOLIEIIE.

JAunarnocruka. /[uarnos cunapoma Mapdana ycTaHaBIMBAaETCS Ha OCHO-
Banuu kpurepueB Ghent Nosology, koTopsie Oblu pazpabortansl emie B 1986 r.
Y YETKO BBIJICIISUIA OOJBHBIX C JaHHBIM CHUHJIPOMOM Ha GoHe HeaudepeHupo-
BAHHBIX JUCILIA3UI COEIMHUTEIBHON TKAHU U aHOMAJINI1 pa3BUTHSL.

Jna nocranoBku auarHosa 1no Ghent Nosology HeoOxoaumo Haiuuue Kak
MUHHMYM YE€TBIPEX JUAarHOCTUYECKUX KPUTEPHUEB Yy MAalMEHTA, BKIIOYAsl TeHe-
TUYECKYIO0 TPEAPAcHoOKEHHOCTh, T. €. HAJIWYUE CHUMITOMOB 3a00JIeBaHUS
y OmKalnX poACTBEHHUKOB.

Jluaznocmuueckue kpumepuu cunopoma Mapgana no kraccugpukayuu
Ghent Nosology:

1. ITaTosiorHst ONOPHO-ABUTATENBHONU CUCTEMBI:

1) GomnbIIvie KPUTEPHU:
— KuJieBUIHAs aedopmaliis TpyIHON KIIETKH;
— BOpOHKOOOpa3Has aepopmanus rpyanoit kiaetku -1V crenenu;
— cxkoauo3 -1V crenenu;
— OTHOUIIEHUE JJIMHBI BEPXHETO CETMEHTA Teja K HIKHEMY;
— apaxHojaaktwms (tect Steinberg, Walker—Murdoch);
— paszrubarenpHasi KOHTPAKTypa B JIOKTEBOM CYCTaBE;
— IJIOCKOCTOIIHE;
— IPOTPY3Hsl BEPTIYKHOW BIAJAUHBI,
2) Majbie KPUTEPHH:
— BOpOHKOOOpa3zHas aedopmanus rpyaHoit kiaetku -1 cteneny;
— TUNEPMOOMIIBHOCTD CYCTaBOB;
— ckoymo3 I-II crenenu;
— BBICOKOE HEOO ¥ HEpaBHOMEPHBII poCT 3y00B;
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— aHOMAJIMU Yyepena u auna (ponauxouedanus, TUIIOMIIA3Us CKYJI,
«ITAYBEY JIUIIO).
2. IlaTonorust OpraHoB 3peHHUS
1) GonbIvie KPUTEPHUU: SKTONUS (BBIBUX, TOJABBIBHX ) XPYCTAIUKOB
(rmocae 40 ner);
2) MaJble KPUTEPHH:
— YILIOIIEHHE POTOBHULIBI;
— YBEJIMYEHHE aKCHAJIbHON OCH Tjla3a, MUOTIHS;
— TUTOTIJIA3Us PALY>KKHU U 1IeIMapHON MBIIIIIBI.
3. [latonorust cepieuHO-COCYAUCTON CUCTEMBI:
1) OoJbliIe KPUTEPHUH:
— IUJIaTalus KOPHS aopThl, paclIupeHue cunyca BanbcanbBhl;
— pacciauBaromias aneBpusMa aopTthl (rocie 40 ner);
2) Majible KPUTEPHH:
— IpOJIarc MUTPAILHOTO KJIAMaHa;
— auiaTanus JerouHou aprepuu (mocie 40 ner);
— KaJbIU (UKL MUTPAIBHOTO KoJbla (rmocie 40 jier);
— AuiaTalnus U paccioeHue Apyrux cocyoB (mocie 40 jier).
4. TTatonorus GpOHXO0JIETOYHON CUCTEMBI:
1) GomnpIIMe KPUTEPUU: OTCYTCTBYIOT,;
2) Majible KPUTEPHH:
— anuKanbHasg OyJuie3Has SM(U3eMa JIETKUX;
— CIIOHTaHHBIN THEBMOTOPAKC.
5. [TaTtonorust KOXu ¥ MATKUX TKAaHEH:
1) GosbIlivie KPUTEPUU: OTCYTCTBYIOT;
2) Majibie KPUTEPHH:
— aTpouuecKue CTpuu;
— PeUMANBUPYIOIINE TPHIKH.
6. [TaTosorust TBEpPIOH MO3TOBOM 0OOJIOUKH:
1) GomnbIvie KPUTEPHUH: SKTA3HsI TBEPIOH MO3TOBOI 00O0JOUYKH, PAXHIITH-
3HC MMO3BOHKOB, CHUHHOMO3TOBasl IPhIKA,;
2) Majble KPUTEPHUU: OTCYTCTBYIOT.
/. 'eHeTHueCcKre NPU3HAKHU:
1) GonbIIMe KPUTCPUH:
— myTanus B rere pubpuuma-1 B ayrocome 15g21.1;
— HaJIMYMe KIIMHUYECKUX KpuTepueB ((hEeHOTUIT) Y pOIUTENEH, eTel,
cHOCOB;
— HacyienoBanue mapkepa ramiorumna JIHK;
2) MaJible KPUTEPUU: OTCYTCTBYIOT.



CrenyeT OTMETUTH 3aBUCUMOCTh MHOTUX JHUAarHOCTHYECKUX KPUTEPUEB OT
BO3pacTa: HECOBEPIICHHOJIETHUM IMallUEHTaM, Y KOTOPBIX MPUCYTCTBYIOT CHMII-
TOMBI cuHApoMa Mapdana, He0OX0JUMO MTPOBECTHU JOMOJHUTENbHBIE 00CIen0-
BaHus nociue 18 ner.

Kpome cOopa anamHe3a v PU3UKATBHBIX METOIOB 0OCIICIOBAHMS, TTAITUCHTAM
¢ cuHapoMoM Map@dana HE0OX0IUMO MPOBEAEHUE TAKHMX METOJOB HCCIEA0BA-
HUS, KaK KOMIbIOTEpHas Tomorpadusi opraHoB rpynHoil kierku, MPT mosc-
HUYHOT'O OTZEJIa IO3BOHOYHHMKA, Y3U cepana. ITanmeHTsl TOJDKHBI HAXOAUTHCS
0]l TMHAMUYECKUM HaOJI0/IeHneM 0 TaabMOJIOTra, HEBPOJIOra, OPTONE/a.

HENPO®UBPOMATO3

Heiipoduodpomaro3 (6ose3np PexiuHrxayseHa) SBISETCS HAacCIE/ICTBEH-
HBIM 3a00JICBAaHUEM, KOTOpOE XapakTepu3yeTcss (POpMUpOBaAHUEM OIMyXOJe
B 00JIaCTH HEPBHBIX TKaHEH, YTO BIIOCJIEICTBUH MPOBOIMPYET BOSHUKHOBEHHUE
PA3JIMYHOTrO TUMA KOCTHBIX U KOKHBIX AaHOMAJIH.

Helipopubpomaro3 siBisieTcss OJHOM M3 HamOoJiee pPacipOCTPAHEHHBIX
¢bopM MOHOTEHHOW HACJEJACTBEHHOW MAaTOJOTUH C AyTOCOMHO-TOMHUHAHTHBIM
TANOM HACJEJOBAHUS M BCTPEYAETCs B MOMyJisAuu ¢ dactoro otr 1 :2000 mo
1:4000 nacenenusi. B ocHOBe maToreHe3a 3a0oJieBaHUs JiekKaT HapyIICHUS,
BO3HMKAIOIIME B MPOLECCE SMOPHOHAIBHOTO Pa3BHUTHSI, CONPOBOXKIAIOIINEC
JIOKAJIbHBIM pa3pacTaHUEM Pa3IMYHBIX ME30JICPMAIIBHBIX U AKTOJECPMaTIbHBIX
AJIEMEHTOB B KOXe, epudepruueckux HepBax, [EHTPaIbHON HEPBHOU CHUCTEME,
HAJTMYUEM TUITUYHBIX MUTMEHTHBIX MATEH LBETa «KO(he ¢ MOJIOKOMY, aHOMAJTHI
Pa3BUTHSI KOCTHOTO CKEJIETa, a TAKKE PAIOM JAPYTUX KIMHUYECKUX MPOSBICHUI
B Pa3NIMYHBIX OpraHax M cuctemax. lIpumeuarenbHo, uyTOo Heipodudpomaros,
CUMIITOMBI KOTOPOT'O BCTPEUAKOTCS KAK CPEIU MY>KYHMH, TaK U CPEAU KCHILIHUH
C OJIMHAKOBOW YaCTOTOM, Yallle BCEro MposBISIET ce0s B JETCTBE, MUK MaHU]e-
cTanuu 3a00JIeBaHUS IPUXOAUTCS HA TIEPUOJI TIOJIOBOTO CO3PEBAHMS.

Knaccupuxanus:

1. Heitpopubpomaros I u Il TumoB — renernueckue 3adoaeBaHus 0€3 KaKkoro-
1100 pacoBOrO WM MOJOBOro mnpeoOnaganus. VX JIOKychbl HaXOAATCS COOTBET-
CTBEHHO Ha xpomocomax 17q11.2 u 22q12.2. PacnonoxeHHbI€ 34€Ch T'€HbI KOIU-
PYIOT CHHTE3 CYIIPECCOPOB OITyXO0JIEBOI'O POCTa, 00ECIICUUBAIOIINI TUHAMUYECKUN
KOHTPOJIb KJIETOUHOTO pocTa. [Ipu renernueckom nehekTe B COOTBETCTBYIOLIUX
XpOMOCOMaxX TUHAMUYECKOE PAaBHOBECHE PETYJISLIMU POCTA CMEIIAETCS B CTOPOHY
nponudepauu 1 BO3HUKACT J0OPOKaYECTBEHHBIN OITyXOJIEBBINA POCT.

Ob6a Tuna 3aboneBanus xapaktepusytorcs 100%-HOl MEeHEeTpaHTHOCTHIO,
T. €. OOJIbHBI BCE HOCHUTENH TMAaTOJIOTMYECKOT0 T'eHa, HO KCIPECCHs TeHa, T. €.
CTETNEHb BBIPAKEHHOCTH BBI3BAHHBIX T€HHBIM JI6(DEKTOM HAPYIICHUA pa3IudHa.
Tak, maxxe B OIHOW ceMbe MOTYT HAOMIOJATHCA Kak CIaOOBBIPaKCHHBIC, TaK
U TsDKEJIbIE CTydau OOJIE3HH.
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K OCHOBHBIM KJIMHUYECKUM MPOSIBICHUSAM OTHOCATCS: MSATHA IBETa «KO(e
C MOJIOKOM» Ha KOe, Hepo(puOpOMBI J1I000TO TUIIA, TUIIEPIUTMEHTAIIMU TIOI-
MBIIIEYHOU WJIM MaXx0BOW 001acTel, TIIMOMBI 3pUTEIIbHBIX HEPBOB, y3enku Jluiia
(MMTrMEHTHPOBAaHHBIE TaMAPTOMBI PaayKKH), KOCTHbIE aHOMAJIHH (MCTOHUYECHHE
KOPTUKAJIBHOTO CJIOSl TPYOYaThIX KOCTEW, 4acTO MPUBOASAIIECE K (POPMUPOBAHHUIO
JIOXHBIX CyCTAaBOB, TUCILIA3UU OCHOBHOM KOCTH);

2. Heitpodubpomatos Il tuna xapakrepusyercs coueTaHHEM MPU3HAKOB
Hepodpuopomatosa I u Il Tumos.

3. Heitpopubpomaro3 IV Tuma xapakrepusyercss TOJbKO AUDPy3HBIMU
HelpoguOpomMamMu U MUTMEHTALMEN 110 TUITY «KO(]E ¢ MOTOKOM.

4, HetipopubpomaTo3 V tuna — cermentapHas popma Helipodpudpomaro-
3a ¢ JoKanu3auuen crenuuueckoro mopakxeHusi B OJHOM 00JacTH Tesna WU
B OJIHOM OpraHe.

5. Heiipopubpomaros VI tuma nposiBiasieTcss TOABKO HATHMYUEM IATEH IO
TUITY «KO(e C MOTOKOM).

6. Hetipodubpomato3 VII Tuna xapakrepusyercst 6ojiee Mo3THUM HadaaoM
Y HAJIMYUEM U30JIMPOBAHHON HEHPOPUOPOCAPKOMBI.

7. Helipopubdbpomato3 VIII Tuna — cMemanHas rpynna.

B nocnennee BpeMsi OonblinHCTBO (opMm (mmomMuMo HerpodubOpomaTosa
Il Tuma) cuurarorcs abopTuBHBIMU (opMamu HeHpoduOpomartosa 1 Tuma
U B KQUECTBE CaMOCTOSITEJIbHBIX HO30JIOTMYECKUX (opMm He Bblaesstorcs. Hc-
KIIFOUEHHUEM MOXKET OBITh CerMeHTapHbId HelpoduOpomaTos V Tuna, Korja TH-
NUYHBIC TIPOSBIICHUS HeWpodubpomaTo3a | Tuna JOKaIU3yIOTCS B OJHOM HIIA
HECKOJIBKHX COCEJIHUX JIepMaTOMax.

Heitpodubpomaros I tuma sBIsS€TCS caMbIM YacThIM HACJICICTBEHHBIM 3a-
OoneBaHueM U3 rpymibl (akoMaTo30B (rpyIa HACIEACTBEHHBIX IPOrPECCUPY-
IOUX 3a00JIeBaHUM, XapaKTEPU3YIOMIMXCS COUYETAHHBIM MOPAKEHUEM KOXH,
IJ1a3, HEPBHOW CHCTEMbl U BHYTPEHHUX OPraHOB) U XapaKTEpHU3yeTcs Mpenapac-
MOJIOKEHHOCTHIO K BOSHUKHOBEHHIO OIyXOJIEH MEPUHEBPHSL.

Yacrora BcTpewaemoctu coctaBisieT 1 1 4000 HOBOPOKIEHHBIX. TEHETUYE-
ckuil gedekT nokanuzyetcs B 30He 11.2 17-i1 xpomocomsl (17q11.2).

I'en HelipogudbpomaTosza | koaupyeTr cuHTe3 Oenka — HelpoPpuOpoMuHa,
KOTOPBIN y4acTBYET B MHAKTUBALUU OEIKOB-MPOMOTOPOB (ras-MpOTEUHA U €ro
aHaJIoroB), 00eCmeunBasi TEM CaMbIM JUHAMUYECKUN KOHTPOJb KIETOYHOTO PO-
cTta. JlaHHBIN T€H SBISETCS OJHUM M3 OCHOBHBIX I'€HOB-CYIPECCOPOB OITyXOJe-
BOro pocra st npumepHo 30 % TkaHel opraHu3Ma 4dejoBeka (B MEpBYIO OdYe-
peIb HEWPOAIKTOAEPMAIBHOTO MPOMCXOXKICHHUS), Mpoiudepanus KOTOPhIX
OTIPEIENSCTCS CUCTEMOM ras-MpOTEeNHOB. B OCTaNbHBIX TKaHSIX TeH Hepoduo-
pomaro3a | HeakTHBEH.

CwMeleHre paBHOBECHUS! POCTa KJIETOK B CTOPOHY MpoJudepany mpoucxo-
IUT MpU MOBPEXJIEHUH reHa Heilpodudpomarosa | B ogHOIM 13 xpomocom 17-i
napsl, koraa 50 % cunresupyeMoro HelpopuOpoOMUHA CTAHOBATCA J1€(PEKTHBI-
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MHU. B TO ke Bpems OCTaroIIuiics HEMOBPEKACHHBIM aJJISTbHBIN (HaXOIAITUNACS
B mapHoi 17-ii xpomocome) reH HelipoguOpomaro3a | obecneynBaeT CHUHTE3
50 % nopmanbHOTO HelipouOpoMuHa. BeipaKeHHOCTh KIMHUYECKUX MPOsIBIIC-
HUM HelpopuOpomaTos3a ONnpeaensieTcsl COCTOSIHUEM OOIIEro MpOTHBOOMYX0Jie-
BOI'0O UMMYHHUTETA OpraHU3Ma U MOXKET Pa3IMYaThCs B IIMPOKOM AUANa30HE, HO
BO3HHUKAIOIIKE MIPU 3TOM HEOIIa3uu Oy IyT JOOPOKauECTBEHHBIMHU.

B ciydae yTpaTel HOpManbHOTO aJUIEIBHOTO TeHa Helpodubpomarosa I,
YTO MOKET OBITh PE3YJIBTATOM JINOO CIIOHTAHHOM T'€HHOM MyTalllu, JINOO yTpaThl
napHoil 17-i1 XpOMOCOMBI, T. €. IPU NOTEPE KIETKOU reTepO3UrOTHOCTH, B CBSI3U
C IpyObIM HapyllIeHHEM IpPOllecCa WHAKTUBALIMM ras-MPOTENHOB HAUYWHAETCS
OypHBII HEKOHTPOJIMPYEMBIN pOCT KIETKH. TakuM 0Opa3oM, BO3HUKAET 3JI0Ka-
YECTBEHHAs OITyXOJIb, Yallle MUEIOUIHOIO PSAA, WU 3710KaUE€CTBEHHAs OITyXOJIb
obosnouek nepudepudeckoro Hepsa (Mmalignant peripheral nerve sheath tumor —
MPNST), panee Ha3bIBaBIIascs HeMPohUOPOCAPKOMOI HITH HEMPOOIACTOMOM.

Kiaununyeckue nposiBjieHus 3a0osieBanus. Benymumy cumMnromMmamu 3a-
0oJieBaHUs SIBISIIOTCS MHOKECTBEHHBbIE HEHPOPHOpOMBI IO X0oAy nepudepuye-
CKHX HEpPBOB, KOTOPBIE ONMPEIEISIOTCA B BUAE OOJE3HEHHBIX OKPYIJIBIX Y3€IKOB
B TOJILLE KOXH, BAPbUPYIOLIUX 0 CBOMM pa3MepaM U JIOKaIU3alUu.

XapakTepHbIM JUIsl 3a00J1€BaHUs, HAUMHASA C MEPUO/Ia HOBOPOXKJIEHHOCTH,
ABJISIETCS BBICHIIIAHUE MEJIKUX ISITEH KOPEHHOro LBETa TUIAa BECHYLIEK B OJIMBI-
IIEYHBIX BIaJUHaX, IaXOBOM 00JacTH, Ha IPYIMX y4acTKax Tejla cO CKIaJKaMH,
KOTOpbI€ OOBIYHO BO3HUKAIOT B JE€TCTBE. BoJiblle ueM y MOJOBHUHBI MallUEHTOB
OTZIEJIbHBIE TUIIEPIUTMEHTHBIE IISITHA SIBISIIOTCA BpOXACHHBIMH. C BO3pacToM
HaOJI0JaeTCsl TEHJCHIIMS K YBEJTMYEHHUIO UX YHCIIa.

VY nereli B 0ImyOepTaTHOM MEPUO/IE JOJIKHO BBISBIISATHCS HE MEHEE 5 IMATCH
auametrpom Oosiee 5 MM. K KOXKHBIM IIPOSIBICHUSM MOKHO TaK)X€ OTHECTH COCY-
JUCTBIE TATHA, YYACTKU JEMUTMEHTAlUH, THIEPTPUX03, O4AroBOE IOCEICHHE
BoJsioc. [IsaTHa «xode ¢ MOJIOKOM» MOTYT YBEJIIMYMBATHCS B pazMepax U KoJude-
CTBE, a TaK’K€ C BO3pacCTOM IIpruoOpeTaTh 0osiee TEMHYIO OKpacKy. OOBIYHO OHH
MMEIOT OBaJIbHYIO (hOPMY, PacIoaraloTcsl B pa3HbIX 4acTAX Tesa, C IperuMylle-
CTBEHHOH JIOKaJU3alUel HA TPYIH, COIUHE U KUBOTE, BAPBUPYIOT B pa3Mepe —
OT TOYEUHBIX 10 HECKOJIbKUX CAHTUMETPOB B JUAMETPE.

Ot nerkoro HaJIaBIMBaHUSI MHOTHE 3JIEMEHTHI BTATUBAIOTCS B KOXKY (CHUMII-
TOM «KHOIIKU OT 3BOHKa»). [Ipu manpnanmu oHn yacto 6€300J1€3HEHHBI, HO €CITU
B ATOJIOTUYECKHI Mpoliecc BOBJIEUEHBI epUpEepUIECKrue HEPBbI, TO BOZHUKAIOT
Oousn, rumocte3nu (MOHIKEHHAS YyBCTBUTEIBHOCTh K pa3pakUTeNsiM). Msr-
KM€ KOJKHBIE OIyX0iH Bo3HUKaOT K 10—14 rogam, Hanbosiee NHTEHCUBHOE YBe-
JUYEHUE UX YUCia OTMEYAETCs B IEPUOJ IOJOBOTO CO3PEBAaHMS, TaK K€ Kak
YHCJI0O HEBPUHOM U HIBAaHHOM. Y JieTel, 0COOEHHO MEPBBIX JIET KU3HU, OMYXOJIH,
KaK IPaBUJIO0, OTCYTCTBYIOT. B psifie ciiyuaeB BO3MOXHO pa3BUTHE MIIEKCU(OPM-
HBIX HelpopuOpoM — nud@y3HBIX OMYyXOJEBUIHBIX pa3pacTaHUi MO XOIY
HEPBHBIX CTBOJIOB M cruieTeHuil. [lnekcudopmubie HEUPOPUOPOMBI COCTOAT U3
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KO>KHBIX M MOJKOKHBIX 3JIEMEHTOB, 00pa3yroIINX ITMIaHTCKUE OIYXOJIH, U Ipea-
CTaBJISIIOT cO0OM HanboIee cepbe3HOe OCTIOXKHEHUE HelipoguOpomarosa 1. Jlanubie
oOpa3oBaHHsI MOTYT TpaHC(HOPMUPOBATHCA BO BHYTPUYEPENHbIE M WHTPACIIU-
HaJIbHBIE OITyXOJIH.

K nomonHuTenbHbIM Npu3HakaM HepopudOpomarosa | Tuma oTHOCATCS
M3MEHEHHS KOCTHOM CUCTEMBI: CKOJIMO3bI (HanOO0see 4acToe MOPAKEHNE OIOPHO-
JBUTATEIBHOTO anmnapara), ICeBI0apTPO3bl, JOKAIBHBIN THTAaHTH3M, BPOXKICHHOE
UCKPUBJICHUE WM YTOHUEHHUE JJIMHHBIX TpyOuaThIX KOCTEH, JIOKHBIM CyCTaB,
[IATOJIOTUYECKUE IEPEIOMBI, AUCIUIA3Us KpblUIa KIMHOBHIHOM KocTH. /[locta-
TOYHO 4YaCThIM NPOSIBJICHHEM HelpopuOpomarosa | Tuma sABISIOTCS JIMLEBbIE
IUCMOpPGUU: TJIa3HOW TUIEPTEIOPU3M, aHOMAJIMM CTPOCHMS IJIa3HBIX MIENEH,
HenpaBuwibHas (popma ueperna, Aeopmanus yIIHbIX paKoOBUH U jp. [ nanueH-
TOB ¢ HelpodudpomaTo3oM | THMa XapakTepHbl HU3KUH POCT U Makpouedanus.
YepenHo-nuiieBas JUCIUIa3Usl MOXKET 3aTparuBath JitoOyr0 YacTh CBOJA Yeperna,
HO Yallle BCEro OTMEYAETCs B 3aThUIOYHOM YacTy B 00JIACTH JISIMOJJOBHTHOTO IIIBA.

Cpenn mopaX€HHil HEPBHOW CHUCTEMBbI BCTPEYAKOTCS THUINEPTEH3WOHHO-
ruaponedasbHbli, CyTopoXHbI cuHApoMbl, onyxoiu [IHC (rmuoma 3purens-
HOTO HEpBa, INIMOMa CTBOJIA MO3ra, acTPOLIMTOMA, SMEHIMMOMA), OTCTaBaHUE
B YMCTBEHHOM Pa3BUTHUU, HEPEIKUM CUMIITOMOM MOPAKEHHSI HEPBHON CUCTEMBI
npu HeilpodubOpomarose | apnsiercs snunencus. ['uapouedanus B OONbIIMHCTBE
CJIy4aeB CTAaHOBUTCS CJIECTBUEM CTEHO3a CHIIBBHEBA BOJONPOBOAA. JlaHHas na-
TOJIOTUSI OOBIYHO Pa3BUBAETCSI MEJJICHHO M BBISBIISIETCS HA MO3JHUX dTarax.

ITopaxxeHHe OpraHOB 3pEHMs IMPOSBISAETCS B PAa3BUTHUHU TJIMOM, KOTOPBIE
MOTYT OBITh OJTHOCTOPOHHUMHU WU JBYCTOPOHHUMH, JIOKAJIU30BATHCS B 00JIaCTH
NEPEKpPECTa 3PUTENIBHBIX HEPBOB, @ TaKKe€ I10 XOJYy 3PUTEIIbHBIX HEPBOB
U 3pUTENBHBIX TPAKTOB. B WMTOre CHMKEHUE 3pEHHSI BO3HUKAET B PE3YJbTaTE
KOMIIPECCUOHHOTO JIaBJICHUs Ha 3pUTENIbHBIN HEpB pa3BUBAIOLIETOCs] HOBOOOpa-
30BaHMS WM YBEJIIMYEHHOTO 3-TO XKelyJouka (Kak pe3yJbTaT OKKJIFO3HMOHHOMN
ruapouedaiun).

Cpenu npyrux HOBOOOpa3oBaHUN HEPBHOM TKaHU MO>XHO OTMETUTH acTpO-
LUTOMBI, KOTOpPbIE MOPaXaroT MOJYIIAPUs, MO3KEUYOK, Oa3albHbIE TAHTJIUUA WU
CTBOJI MO3ra.

YMCTBEHHasi OTCTAJIOCTh HAOJIOAAETCS Y HEOOJNBIIOr0 Yucia MalMEeHTOB
¢ "Heitpodubdpomarozom. Kak mpaBmuiio, ona He rpyOast U HE MPOTPeccupyer.

JunarnocTuyeckue kpurepuu. CornacHo kinaccudpukanuu HarmonanbHo-
ro uHcturyTa 310poBbs (CILIA) cymecTByeT cemMb OOMIMX NPU3HAKOB HEUPO-
dbubpomaro3a I:

1. Hanuune mectu win GoJiee MATEH LBETa «KO(e ¢ MOJIOKOM» pazMeEpoOM
MUHUMYM 15 MM y B3pOCHBIX U 5 MM y eTeld. DTU MsATHA OOBIYHO MPUCYTCTBY-
10T [IPU POKACHUM WU MOSIBIISIOTCS B TEUEHHE MEPBBIX JIBYX JIET )KU3HU.
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2. JIse unu 6osiee HeMpodUOPOMBI JIFOOOTO TUIIA MM XOTS OBl OJ[HA TUICK-
cudopmHuas Heiipopudbpoma. Heiipodubpomsl BeIpacTaroT Ha HEPBHBIX BOJIOK-
Hax U COCTOAT U3 KIETOK, KOTOPbIE OOBIYHO OKPYXAaIOT HEPBHBIE BOJIOKHA. DTH
OITyXOJIM 4acTO pa3BUBaroTCs B Bo3pacte ot 10 mo 15 mer.

3. BecHymiku, KOTOpbI€ MOSIBIAIOTCS B MOIMBIIICYHON HIIM MTaXOBOW 00a-
CTH, OOBIYHO K BO3pACTy 7 JIET.

4. I'nmromMa 3pUTENIbHOIO HEpBAa — caMas 4acTas OIyXO0Jb FOJIOBHOTO MO3ra
B IIEPBOM JIECSTHIICTUU KUZHHU.

5. JIBa unu GoJiee KPOUICYHBIX KEATO-KOPUUYHEBBIX WU KOPUUHEBBIX y3€ll-
ka Jluma (MajieHbKUE CKOIUICHHUS IMUTMEHTA, HaXOSIIUECS B pamyKHOW 000-
JIOUKE TJ1a3a).

6. Pa3nuuHble KOCTHBIE TOPAKEHMUS.

/. PoncTBEeHHUK TIEPBOM CTENEHU POACTBa ¢ HelpodubpomaTozom I tuma
10 BBIILIENIEPEUYHUCICHHBIM KPUTEPUSIM.

[Ipu nocranoBke auarHosa HeilpoduOpomarosa I Tuna pekoMeHyeTcs uc-
M0JIb30BaTh IUATHOCTUYECKUE KPUTEPUHU, PEKOMEHI0BaHHbIE MeXTyHapOHbIM
KOMUTETOM 3KCIEpPTOB Mo Heipodudpomarody. CoriacHO 3THUM KpHUTEpPUAM
HelipoguOpomaTo3 | Tuna MoKeT ObITh AMATHOCTUPOBAH MPU HAMYUU Y TAlU-
€HTa HE MEHEE JIBYX U3 BBIIICYKA3aHHBIX MPU3HAKOB.

MYKOBUCIUI03

MyxkoBuCHHA03 SBISCTCS OJHMM U3 Hambolee pacmpOCTPAHCHHBIX
HACJICICTBEHHBIX 3a00JI€BaHUI JIUII OCJION pachl U XapaKTepU3yeTcs ayToCOM-
HO-PEIECCUBHBIM THUIIOM HACIICJIOBAHUs, TOJUOPTaHHOW MaHH(ecTaruen, Ts-
KEJIBIM TE€YCHUEM M BBICOKOU JIETANIbHOCTHIO.

Yactora 3a001€Ba€MOCTH MYKOBHUCITUJI030M B PA3HBIX MOMYJSAIUSIX CYIIIE-
ctBeHHO BapbupyeT oT 1 :2600 B EBpone mo 1 : 150 000-300 000 B Snonumu.
[To ounenke BO3, B Mupe exeroano poxmaaercs 45 000-50 000 6onbHBIX MyKO-
BHCIIMIO30M, @ YHCJIO T€TePO3UTOTHBIX HOCHTENCH T'eHa HACUYMTHIBACT MHOTHE
JECATKA MUJUTHOHOB. CIlelyeT OTMETHUTD, UYTO, HE TIPOSIBIISIAICH B BUE 3a0071¢Ba-
HUSI C Pa3BEPHYTOW KIMHUYECKOM KAPTHHOW, T€TEPO3UTOTHOE HOCUTEIBCTBO
HaKJIapIBaCT OMPEICIEHHBIH OTIEYaTOK Ha (DEHOTHITMYECKHE OCOOCHHOCTH
WHIUBUyYMA.

MyKOBHUCITM/IO3 CUMTACTCS TUITUYHBIM MOHOTEHHBIM, ayTOCOMHO-PEIIECCHB-
HbIM 3a0o0jeBaHueM, oOycioBiaeHHbIM MyTanueit reHa CFTR (tpancmeMOpan-
HOTO peryysiTopa MykoBucino3a). K Hanbosnee pacripocTpaHeHHBIM MYTaIlHsIM,
KJIacCUPUIMPYEMBIM TIO TSDKECTH (PEHOTHIMMYHBIX TPOSBIICHUNM, OTHOCSTCS
«rsxensie» (F508del, 1677delTA, G542X, N1303K, W1282X, CFTRdele 2,3
(21kb), 621+1G-T, 1717-1G-A), «msarkue» (R117H, G551S, R347P, T338l),
«Bappupyromue» (3849+10kbC-T, R334W, IVS8polyT-5T, G85E) myrariuw.
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CFTR nokamusyercss B amuKaJdbHOM 4YacTH MeMOpaHbl SMHUTEIHATBHBIX
KJIETOK, BBICTHJIAIONINX BBIBOJHBIC TIPOTOKH JKEJE3 BHEIIHEH CEKpeIrun
(B OpoHXax, MOHKEITYAOYHON JKeje3e, KUIICYHUKE, YPOTCHUTATHPHOM TpPaKTe),
OH PEryJIMpyeT TPAHCHOPT BJEKTPOIUTOB (TJIABHBIM 00pa3zoM XJIOpa) MEXIY
ATUMHM KJIIETKaMHU M MEKKJIETOYHOU KUAKOCThIO. [locnennue uccnenoBanus mo-
kazanu, uto CFTR sBnsieTcss COOCTBEHHO XJIOPUAHBIM KaHaloM. MyTauu reHa
MYKOBHCIIH1032 HAPYIIAIOT HE TOJIBKO TPAHCIOPT, HO U CEKPELMIO HOHOB XJIO-
pa. [Ipu 3aTpyaHEeHUHN UX MPOXOXKICHUS Yepe3 KIETOUHYI0O MEMOpaHy yBEJIHYHU-
BaeTcsa peabcopOLust HATPUS JKENE3UCTHIMU KJIETKaMU, HapyIIaeTcsl dJIeKTpruye-
CKMI TIOTEHIIMAJ MPOCBETA, YTO BHI3BIBAET U3MEHEHUE AJIEKTPOJIMTHOTO COCTaBa
U JIETUApATallMI0 CEKpeTa jKelle3 BHEIIHEH cekpenuu. B pesynbrare Bbiesnse-
MBI CEKpPET CTAHOBUTCS YPE3MEPHO T'yCThIM M BA3KUM. [Ipu 3TOM CcTpamaroT
JIETKHUE, JKeyI0YHO-KHUIIIEYHBIN TPaKT, MeUYeHb, MOKEIYI0UHAS Kese3a, Moye-
noJioBas cucrema (tabu. 1).

Tabnuya 1
ITaTorenes MykoBHCIHI032
Opransi .
IIaTonornyeckune npoueccsl Koneunblii pe3yjbTar
U CHCTEMBbI
Jlerkue BponxooOCcTpyKIMsi, CHI)KEHHE TOJIEpaHT- | [lpixaTtenpHass  HemocTa-
HOCTM K MH(EKIMH, KOJOHM3AalMs JAbIXa- | TOUHOCTh, JIETOYHAsl TH-
TeIpHBIX TyTel Pseudomonas aeruginosa | mepTeH3usi,  CepledHAS
U IPYTUMHU [ATOJOIMYECKMMHM MMKPOOpra- | HeI0CTaTOYHOCTh
HU3MAaMH, XpPOHHYECKOE BOCMAJICHHUE JIbIXa-
TEJbHBIX ITyTeH OPOHXO0IKTa3bl, AECTPYKIUSI
MIAPEHXUMBI JIETKHX
[Momxenynounas | OGCTpyKLMsl MPOTOKOB Xene3bl, nosiieHue | Hapymenue cryna, cHU-
xKenesza KHCT, HEJOCTAaTOYHOCTh MOJDKEIIYI0YHOM | KEHHE HYTPUTHUBHOTO
&Kene3pl (BHYTpeHHE- M BHEIIHEceKpeTop- | craryca (y gereid — OT-
Hasl), KMIIeYHasi MajibadcopOuus CTaBaHHUE B Pa3BUTHH),
aBUTAaMHUHO3BI,  BbINAJIE-
HUs NPAMOM KHILIKH, Ca-
XapHbI Tuabder
[leuenp Xonecras, XOJIeIUTHA3 [{nppo3 nevyenn
Kumeynnx VYBenn4yeHue BA3KOCTH/aAre3uBHOCTH Kano- | Kumednas  Hempoxonu-
BBIX Macc MOCTb
PenponyktuBHas | OGCTpykums M mocienayromas arpesus Bbl- | becrnoaue
cucTema HOCSIIIIUX MPOTOKOB SINYEK, a300CHIEPMUS
(Y My>XK4MH)

JInss MyKOBHCLIHMI03a CBOMCTBEHHO NPOTPECCUPYIOIIECE TEYECHHUE, YACTHIC
obocTpenusi, 00YCIOBIEHHBIE B TIEPBYIO OY€pPEb aKTUBHOCTHIO HH(PEKITMOHHBIX
arenroB (Haemophilus influenzae, Pseudomonas aeruginosa, Staphylococcus
aureus, Burkholderia cepacia). IIporpeccupoBanre Iero4HON U CEPACUYHON He-
JOCTATOYHOCTH SBJISIETCS HanOOoJIee YacTOM MPUUUHON cMepTH 00JIbHBIX (95 %).
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AHanu3, npoBeACHHbI HAa OOJIBIIMHCTBE MAaTEPUATIOB MAIUEHTOB C MYKO-
BHCIIM030M, TToKa3ai, 4To netu ¢ myTarusamu F508del, CFTRdele 2,3 (21kb),
G542X, N1303K, W1282X wumeror 0Ooliee TsKEIoe TeueHue 3a00JeBaHUsd
C paHHel MaHU(ecTalKel, ¢ OBICTPHIM Pa3BUTUEM OCIIOKHEHUH, MOJIUOPTaHHOM
HEJIOCTAaTOYHOCTH U, KaK MPAaBWJIO, C BHEITHECEKPETOPHONW HEAOCTATOYHOCTHIO
MIOJIKEITYJOYHOM KETE3BI.

Kaaccuduxanusa. B nacTosmee BpeMs B KIMHUYECKOW KiaccuUKanu
BBIJICJISIOT:

1. ®opmbl 3a00IeBaHUSA:

1) cMerraHHasi ¢ MOPAKECHUEM JKEIYA0YHO-KHUIIICYHOTO TPaKTa U OpOH-
xojerounoit cucremsl (75-80 %);

2) npeumyIiecTBeHHo Jerouynas (15-20 %);

3) npeumyiiecTBeHHO KuiieyHas (5 %);

4) meueHOYHAs C SBICHHSAMHU ITUPPO3a, MOPTATBHOW T'MIIEPTCH3UEH
1 aCITUTOM;

5) u3onmpoBaHHas JICKTpOIUTHAS (TIceBIoCHHIpoM bapTepa);

6) MekoHmeBas HerpoxoauMocTh (5—10 %);

7) HeoHATAIbHAS THUIICPTPHUIICHHOTCHEMMUS;

8) aTUNHYHBIC U CTEPTHIC.

2. TsoxecTsb coctosiaus (o mikane [lIBaxmana—bpachunbma):

1) xopoiee (71-100 6amioB);

2) ynosieTtBoputenbHoe (56—70 6amioB);

3) cpenneii TsokecTH (41-55 6amios);

4) Tsoxenon creneHu (Menee 40 6amioB).

3. NeneTnueckuit Aaruo3 (TUN MYyTAaIlUH).

4. KnuHudeckue mposiBICHHUS.

5. OcnoXHEeHHUS:

1) CO CTOpPOHBI JIETKUX: a0CIIECChI, aTeJIeKTa3bl, THEBMOTOPAKCHI, THOITHEB-
MOTOPAKCHI, KpOBOXapKaHWe, KpPOBOTCUCHHUE, JIETOYHAS HETOCTATOYHOCTH;

2) CO CTOPOHBI CEPACYHO-COCYTUCTON CHUCTEMBI. JISTOYHOE CEepIIe, Jie-
royHas TUIEPTEH3US, Cep/IeyHast HEJOCTaTOYHOCTD;

3) CO CTOPOHBI KETYJOYHO-KHIIEYHOTO TPAKTa: MOPAKCHHUE CIFOHHBIX
xene3, Hapymenus: Mmotopuku JKXKT (ractposszodareansubiii pediitoke, CUH-
JIPOM JTUCTAIbHON MHTECTHHAIIBHONW OOCTPYKIIMH, XPOHUYECKUE 3aMopPhl), Mopa-
KEHUE KEITyJAKa W JIBEHAAIATUIICPCTHON KWIIKH, ANMCHIUINT, MEKOHUEBBIM
uieyc, MHBaruHamwus, nHpekronHsie suTepokoauTsl (Giardia lamblia, Clostri-
dium difficile), kpoBoTeuenue, BbIMaaecHHE MPSIMON KHUIIKH, (HUOPO3UPYIOIIAsL
KOJIOHOTIATHSA, OHKOJIoTHueckue 3abomeanus JKKT);

4) co CTOPOHBI MEUYCHHU: BHEMEUCHOYHAS OOCTPYKIUS JKEITUYHOTO MPOTO-
Ka, XOJIeNIMTHA3, JKENTyXa, [IUPPO3, TeMaTOCITICHOMETalusl, MOpTalibHAs TUTICP-
TEH3WsI, TUIIEPCIUICHN3M, BapUKO3HOE pacIIMpEeHHE BEH MHIIECBOJA, aCIHT, Tie-
YEHOYHAsI HeJIOCTATOYHOCTh, dHIIe(ATOTIATHS;
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5) co CTOPOHBI MOHKETYA0YHOM JKeJIe3bl. TAHKPEATHT, CaXapHbIi AHa0eT;
6) 3anepxKka (HU3HIECKOTO Pa3BUTHSL.

Kinununveckass kapTuna. Y OOJIBIIMHCTBA MAIIUEHTOB MEPBbIC CUMITOMBI
MYKOBHIIMI03a BBISBJISIFOTCS YK€ HA NIEPBOM TOJly KWU3HHU, XOTS U3BECTHBI CITy-
gau, Korja 3a0oneBaHue MaHU(PECTUPYET MOCTATOYHO IMO3HO — BIUIOTH JI0
3pesIoro BO3pacTa.

B 3aBucuMoctu OT BO3pacta HAOMIOJAIOTCS CIEAYIONIUE KIMHUYECKHUE
MPOSIBJICHUS MYKOBUCIIH1034!

1. I'pyaHoOi# BO3pacT:

— PEUUANBUPYIONINE UM XPOHUUYECKUE PECHUPATOPHBIE CUMIITOMBI, Ta-
KM€ KaK KallleJIb WJIK OJIbIIIKa,;

— pEeUUAMBUPYIOIIAs WA XPOHUYECKAs] THEBMOHUS;

— oTcTaBaHue B GU3MUYECKOM Pa3BUTHH,

— Heo(hOpPMIICHHBIN, OOUIIBHBIN, MACIITHUCTHIN U 3JIOBOHHBIN CTYIT,

— XpOHUYECKas Tuapes;

— BBINAJEHUAE NPSIMOU KHUIIKU;

— 3aTsDKHASI HEOHATAIbHAS KENTyXa;

— COJIEHBIN BKYC KOKH;

— TEIJIOBOM yJlap WJIM ACTUAPATALNS IIPH KAPKOM NIOTOJE;

— XPOHUYECKAS TUMOSJICKTPOIUTEMHUSL;

— JJaHHbIE CEMEMHOI0 aHaMHE3a 0 CMEPTH JETEW Ha MIEPBOM I'OAY KU3HU
WIN HAJIMYUE CUOCOB CO CXOAHBIMU KIIMHHUECKUMU TIPOSIBICHUSIMU;

— TUMOTIPOTEUHEMHUS / OTEKH.

2. JIomKONBHBIN BO3PACT:

— CTOMKHH KallleJab ¢ THOMHOM MOKPOTOM Ui 0e3 Hee;

— IMarHOCTUYECKU HESICHAs pEUUAMBUPYIOLIAs WA XPOHUYECKas
OJBIILIKA;

— OTCTABaHHE B BECE U POCTE;

— BBINAJECHUE NPSIMON KUIIKH;

— MHBarvHaius;

— XpOHUYECKas THapest;

— CUMIITOM «0apabaHHBIX MMAJIOYEKY;

— KPUCTAJLJIBI COJIM Ha KOXKE;

— TUIIOTOHUYECKAS JEruapaTalus;

— TUMOAJIEKTPOIUTEMUS U META0OIMYECKUNA alTKao3;

— TeHaTOMETINS WK JTUATHOCTUYECKHA HESICHOE HapyIieHue QyHKITUU
[ICUYCHMU.

3. llIkonbHBIN BO3pacT:

— XPOHUYECKHE PECTIMPATOPHBIE CUMIITOMBI HESICHOW 3TUOJIOTHUH;

— Pseudomonas aeruginosa B MOKpOTE;

— XPOHUYECKUN CUHYCUT;

— Ha3aJIbHBIM MOJIMIIO3;
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— OpPOHXO0JKTa3hlI,
— CUMIITOM «0apaOaHHbBIX NAIOYEK;
— XpOHUYECKas AUapes;
— CUHAPOM JAMCTAIIbHON MHTECTUHAIBHONW OOCTPYKIIHH;
— MAHKPEATHUT;
— BBITIQ/ICHHUE TTPSMOU KUIITKH,
— caxapHbIi 11a0eT B COUETaHUU C PECIUPATOPHBIMHU CUMITOMAMH;
— TeraToMeranus;
— 3a00JIeBaHME MEUYECHU HESICHON ATHOJIOTHUHU.
4. TToapocTKH U B3pOCIIbIE:
— THOMHOE 3200JIEBaHUE JIETKUX HESICHOU 3THOJIOTUY;
— CUMIITOM «0apaOaHHBIX MMAJIOUYEKY;
— AaHKPEATUT;
— CUHAPOM JMCTAIbHON MHTECTUHAIBHONU OOCTPYKIIHH;
— CaxapHbIi 1UabeT B COUETaHUU C PECITUPATOPHBIME CUMIITOMAMH;
— MPU3HAKH [IUPPO3a IEYCHH U IOPTAIBHON THIIEPTEH3HH;
— OTCTaBaHUE B POCTE;
— 3aJIepKKa TOJIOBOTO Pa3BUTHS;
— MH(QEPTUIBHOCTD C A300CHEPMUEN Y JIMI] MYXCKOTO 110J1a;
— CHIDKEHUE (PEPTUIIHHOCTH Y JIMIL )KEHCKOTO TOJa.

JAuarHoctuka. J/[MarHo3 MyKOBHCIIHI03a TOJTBEPKAACTCS MPU HAIUYUHU
OJIHOTO WJIM 0oJiee XapaKTEpHbIX (DEHOTHUMHUYECKUX MPOSBICHUM 3a00JeBaHUS
B COYETaHMU C BhIsIBIeHHEM MyTarui reHa CFTR mpu reHotunupoBaHuu, uin
YBEJIIMYEHUS] YPOBHSI XJOPUIOB B CEKPET€ IMOTOBBIX JKejle3 MalleHTa
(> 60 MMOJIB/1T), WITK TIPH YPOBHE TPAHCIMUTEIHATBHBIX HA3aIbHBIX JJICKTpHYC-
CKMX MMOTeHIMaI0B B auama3one ot —40 mV go —90 mV.

[Ipu oTcyTrcTBUM (PEHOTUIIMYECKUX MPOSBICHUN JHAarHO3 MYKOBHCIIHI03a
MOJKET CUMTATHCS YCTAHOBJICHHBIM B TE€X CITydasx, KOT/a:

—y obcneayemoro BbeisiBlieHa myTanus reHa CFTR w/wm mostoxutenbHbIe
pe3ynbTaThl TOTOBOM MPOOBI, & Y POJIHBIX OpaTheB WIIHM CECTep OOCIIEeIyeMOTo
MOJITBEPK/IEH MYKOBHCIIUI03;

— myTtanus TeHa CFTR u/unm monoXuTensHbIe pe3yabTaThl TOTOBOM TPO-
OBl ObUTH BBISIBIICHBI Y HOBOPOXKIEHHOTO.

CKpHMHHHT [I0JDKEH TNPOBOIUTHCS Y BCEX HOBOPOXkAEHHBIX. Ha mepBom
dTamne B BBICYHICHHOM TSTHE KPOBU OICHUBAIOT COJIEPKAHHE MMMYHOPEAKTHUB-
Horo tpumncura (MPT). O6pasmel ¢ moBwimeHHbM conepxkanuem NPT (Gomnee
70 HT/MIT) HaMPaBISAIOT HA MOBTOPHBINA TecT Ha 21-28-i1 nenb (2-it stam). [lpu
MOJIOKUTETHPHOM ITOBTOPHOM pe3ynbTaTe (0osiee 40 HI/MIT) IPOBOAUTCS TTOTOBAS
po6a (3-# sam).

B cnyuyae monoxuTenbHOro pesysbTara 3Toil mpoosl (0osiee 60 MMOIIB/TT 1O
I'nbcony—Kyky unu 6onee 80 MMOJB/T NpU ONpeaeIeHUN MPOBOAUMOCTH MOTa
Ha anmapare «Nanoduct») MyKOBHUCIIHI03 CUYUTAETCA TOATBEPKIACHHBIM. B ciry-
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yae 2 MOJIOKHUTENbHbIX aHaln30B kpoBu Ha VUPT u mosydyeHus: morpaHUYHbIX
pe3ynbpTaToB MOTOBOM TpoOkl TokazaHa JIHK-mmarnoctwka (4-i srtam). Ecnoum
IIpU €€ MPOBEACHUN OOHAPY>KEHA XOTs Obl OJJHA MyTalusl TeHa MyKOBUCIIM03a, TO
BBICTABJISIIOT JUArHO3 «MYKOBHUCITHI03». Ecim moToBas mpoba oTpuiiaTesibHa, HO
oOHapy’keHa OJJHa MyTalusl reHa, TO peOCHOK SIBIISIETCS HOCUTENIEM MYTAllH I'€Ha.

DOEHUJIKETOHYPUS

DeHNJIKEeTOHYPpUS — Tpylna ayTOCOMHO-PELIECCUBHBIX 3a00JIEBaHMUI,
0OyCJIOBIIGHHBIX HapyIlIeHHeM OOMEeHa HE3aMEHMMOW aMWHOKUCIOTHI (hEeHWUJI-
aJlaHWHAa, TIOCTYIAIOIIEeH B OpPraHu3M YeloBeka ¢ OenkoBod muiien. denuike-
TOHYpHSL 00bEIUHIET HECKOJIBKO T€HETUYECKH T€TePOTreHHbIX (JOpPM HAPYIICHHUS
oOMeHa ¢eHuIalaHHA, CXOAHBIX MO KIMHUYECKUM MpU3HAKAM: KIIaCCHYECKas
denunkeronypus (benunkeronypus | tuna), oOycnoBieHHas aepuiutoMm Qe-
HUJIAJIaHUH-4-TUIPOKCIIIa3bl U NITEpPUH3aBUCUMbIE (POPMBI THIepeHmIaTaHu-
HEMUH, CBA3aHHBIE C Je(hEKTOM ITEPUHOBOTO KOpaKTOopa.

Yactora (GeHUIKETOHYPUHU 3HAYUTEIBHO BapbUPYET B 3aBUCUMOCTH OT T10-
nynsiiuu: ot 1 14300 B Typuuu 1o 1 : 80 500 B Anonuun. Hanbonbiryto pacmpo-
CTPaHEHHOCTb 3a00JIeBaHUE MOJYYHJIO Yy JIUI[ €BPONEOUIHON pachl, OJIHAKO
My HUX €r0 4acTOoTa CYIIECTBEHHO BapbUPYET B PA3JIMUHBIX PErMOHAX U ITHU-
yeckux rpymmnax. [lo qaHHbEIM eBpOoNeHCKUX EHTPOB CKPUHUHTA (DEHMIKETOHY-
puH, YacToTa 3a00JIeBaHUsI B BOCTOYHO-€BPOINEUCKON MOMYJISIIUMA BBIIIE, YEM
B MOMYJISANUSIX 3amafa v roro-3anaga EBponsl. Tak, yactora (HEeHUIKETOHYPUH
B Upnanauu cocrasisier 1 : 4500 HOBOPOXKAEHHBIX, Toraa kak B HMramuum —
1:12 280. B ckanAWMHABCKHUX MOMYJAIMIX 4acTOTa (PEHUIKETOHYPUHU HCKIIIO-
YUTEIbHO HM3KA, ocoOeHHO B PunasHauu (1 : 71 000) u HIseruu (1 : 43 230).
B Pecniy6nuke benapych wactora BcTpedaeMoCTH (PEHUIKETOHYPUH COCTABIISET
1 : 6000 HOBOPOKICHHBIX.

Knacendpuxamus. Knaccuueckan ¢henunkemonypusa (peHUIKETOHYPUS
| Tuma) obycnoBneHa aepuuUTOM (pepmeHTa (HEeHUTATAHUHTUIPOKCUIA3bI, Be-
TYIIUM K HaKOIUJICHUIO (DeHUIIamaHuHa U MPOAYKTOB €r0 pacmajaa B Ouosioruye-
CKHX YKUJKOCTSX. 3a00JICBAaHUE BBHI3BAHO MyTallMel reHa (heHwIaTlaHMHTUAPOK-
CUJIA3bl, JOKAJIU3YIOLIETOCA HA NIMHHOM ILIeYe XpOMOCOMBI 12.

Denunkemonypusa Il muna obycioBieHa 1ePUIMTOM AUTUIAPOTITEPUINH-
peayKTa3bl, BCICACTBUE KOTOPOIO Pa3BUBAIOTCS METa0OIMYEeCKUE OJIOKU Ha ITy-
TAX TIpeBpaleHus peHuaJaHuHa B TUPO3HH.

Denunkemonypusa Il muna cBsizaHa ¢ HEJOCTATOYHOCTBIO O-TIMPYBOUJI-
TETParuIpONTEPUHCUHTA3bI, YUACTBYIOIEH B MPOILIECCE CUHTE3a TETParuapo-
OouornrepuHa U3 TUTHIApOHEeonTepuHTpHrdocharTa.

CymiectByet kinaccudukanus GEHWIKETOHYPUH B 3aBUCUMOCTH OT YPOBHSI
¢dennnananuHa B KpoBH (Ta0. 2).
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Tabnuya 2
Pabouas knaccupukanusi GeHUIKETOHYPHH B 3aBHCHMOCTH
OT ypoBHH (peHH/TATAHNHA KPOBH

Dopma 3a601eBanus YpoBeHb (peHNJIAIAHMHA B CHIBOPOTKE KPOBH
MKMOJIb/JI M/
310pOBBIC JIETH 0-120 0-2
Jlerkas runepdeHuIaIaHnHEMHS 120-600 2-10
Jlerkast (heHMIIKETOHYPHS 600-900 10-15
Cpennerspkenas popma GEHUIKETOHYPHH 900-1200 15-20
Kiaccuueckas popma GpeHUIKETOHYpUHT bonee 1200 bonee 20

B ocHoBe maroreHe3a (EHUIKETOHYPUHU JIEKUT HEIOCTATOYHOCTH (ep-
MEHTa Me4YeHu (DEeHWIATTaHUHTUIPOKCUIIa3bl, KOTOpasi MPUBOJUT K HAPYIICHU-
SIM TIPOIIECCOB TUAPOKCUIMpPOBaHUs (eHUIaJaHWHAa B TUPO3UH. B pesynbrare
ATOTO TPOUCXOAUT HAKOIJIEHHE HU30BITOYHOTO KOJIMYECTBA (peHUIIaJaHuHA
U €ro TOKCUYECKUX MeTa00IUTOB ((heHWIUPOBUHOTPAAHOM, (PEHUIMOTIOUYHOMH,
(bEeHUITYKCYCHOM KHUCTOT, (DeHUIITUIAMHUHA U Jp.) B OMOJIOTUYECKUX >KUJIKO-
CTSAX OpraHu3Ma, 4YTO OKa3bIBAET TOKCHYECKOE ACHCTBHE Ha LEHTPAJIbHYIO
HEPBHYIO CUCTEMY.

Kinmnnuyeckas kaptuna. [letn ¢ (QeHWIKETOHYypHEH pOXIAIOTCS 3710pO-
BBIMH, HO TOCJIE€ TIEPBOTO0 KOPMJICHHUSI C MOJIOKOM MAaTe€pu K HUM HAUYMHAET IO-
CTynarh (heHWIaJaHUH, YTO NPHUBOJUT K 3aIIyCKy MATOJOTMYECKOro IMpoliecca.
Knuanuecku knaccuueckasi (eHUIKETOHYpUsI OOBIYHO MaHU(DECTUPYET B BO3-
pacte 2—6 mecsieB. [lepBbiMU TPOSIBICHUAME OOJIE3HH CITYXaT BsUIOCTh peOeH-
Ka, OTCYTCTBHE HMHTEpeca K OKPYKalOUIEMY, MHOT/IA TOBBIIICHHAs pa3Apaku-
TEIHHOCTh, OECIIOKONCTBO, CPBITMBAHUS, HAPYIIIEHNE MBIIIIEYHOTO TOHYCa (4alie
MBIIII€YHAsI TUTIOTOHUS), CYJIOPOTH, MMPU3HAKK ajiepruueckoro nepmaruta. OT-
4eTIMBO (popMuUpyeTcs 3a7ep’KKa MOTOPHOTO U TCUXOPEUYEBOTO Pa3BUTHS, BO3-
MOXXHO (hopmupoBaHue Mukpouedanmuu u ruaporedarnn. XapakTepHbl TaKue
(eHoTUnMYecKue OCOOEHHOCTH, KaK TMIONMMIMEHTALMs KOXH, BOJIOC, pamyX-
HOI 00070ukM 1a3. OOpailaeT BHUMaHUE CBOEOOPA3HbIM «MBIIIMHBIN» 3amax
MOYU OOJIbHBIX.

ONUIeNTUYECKUE MPUCTYIBI BCTPEUAIOTCS MOYTH Y TOJIOBUHBI OOJIBHBIX
U B HEKOTOPBIX CIy4asiX MOTYT CIY>KUThb IEPBBIM MTpU3HaKoM Oosie3nu. [Ipucty-
bl CYZAOPOT HOCST YIOPHBIA XapaKTep U IJIOXO MOJJAAIOTCS aHTUKOHBYJIbCAHT-
HO# Tepanuu. [Ipu oTCyTCTBUU CHEIU(pUYECKOTO JICUCHUS OOJIE3Hh MEJJICHHO
MIPOTPECCUPYET. YMCTBEHHAs] OTCTAJIOCTh JOCTUTAET, KaK MPaBUIIO, TITyOOKOM
crenienn, 1Q cocrasnsier okono 20 egunun (Hopma 85—115 enunun). B ncuxo-
JIOTUYECKOM CTaTyce OOJBHBIX OTMEYAIOT HAPYIICHHE UTPOBON U MPEIMETHOMN
NeSTeIbHOCTH, OTCYTCTBHE NU(PPEPEHINMPOBKN IMOIMOHATIBHBIX PEaKIuid, He-
JOCTaTOYHOCTh IKCIIPECCUBHON U UMITPECCUBHOM PEUH.
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Ecnu y pebGenka ¢ runepdeHnnalaHnHEMHUEH, BBISIBIEHHOTO IPU MPOBEE-
HUW HEOHATaJbHOTO CKPHMHHUHIA M HAXOJAIIErocs Ha JUETE C OrpaHUYECHHEM
(deHmIanaHHa, OTMEUYAeTCsl HapylIeHHE HEBPOJIOTHYECKOro cTaTryca, HeoO0Xo-
JIUMO UCKIIOYUTH ITEPUH3aBUCUMBIE (POPMBI (DEHUIKETOHYPHUH.

Jnarnoctuka (EHUIKETOHYpUU B OOJBIIMHCTBE CIy4yaeB HE BBI3BIBACT
TPYAHOCTEH B BUIY MMOBCEMECTHOTO OMOXMMHUYECKOTO CKPUHUHTAa HOBOPOXKICH-
HBIX Ha Halu4ue runepdeHnIaTaHuHEMHUH.

Ha yrounstomieM stane npoBOAWTCS MOBTOPHOE OOCIIEIOBaHUE BCEX JETEH
¢ nepBUYHON runepgenunananuaemueii. [Ipu copepkannu QeHmnanaHnHa B Kpo-
BU OoT 2,1 no 8,0 mr/an mpenmnosnaraercsi 10OpOKayeCTBEHHAs TUNIEp(EHIIAIaHN-
Hemus. PeObeHok HaOmroaeTcss B MEIMKO-TEHETUYECKON KOHCYJIbTAllUU B TEUEHUE
IIEPBOTO I'0J1a JKU3HU C €KEMECSYHBIM KOHTPOJIEM YPOBHS (PEHUIIATAHWHA KPOBH.

[Ipu xoHUEHTpauuK (eHuIaTaHuHa B KPOBU BbilIe 8,0 MI/IU1 TUArHOCTH-
pyercs (peHUIKETOHYpHsI, Ha3HA4YaeTCsl AUETOTEeparus, Ha OCHOBaHUU I(Pdek-
TUBHOCTU KOTOPOW IUIAHUPYIOTCS MEPOIPUATHUS 110 YTOUHEHUIO JUArHO3a U BbI-
O0opy nayibHEHIIEH TAKTUKA HEOOXOAUMOTO JICUCHUSI.

JUisi yTOUHEHHSI HO30J0TUYECKON (POpMbl THIepPEeHIaTaHNHEMUNA B HE-
KOTOPBIX CTpaHax MPOBOJAUTCS (peHMIIaTaHWH-HArPy304YHBIA TECT C ONpeesie-
HUEM KOHLIEHTPAlMU TUPO3UHA U aKTUBHOCTH (DEHUIIATAHUHTUIPOKCUITA3BI.

Crnenyroomum 3TarnoM AJig YTOYHEHUS KJIaCCUYeCKOW (DEHUIIKETOHYPHUH SB-
JSIeTCSl MOJIEKYJIIPHO-T€HeTUYeCKasl JUarHocTuka. B OonbiimHCTBE nabopato-
pHil CylIecTBYIOT HAOOPBI, MO3BOJISIOLINE ONPENEIATh YAaCThle MyTallUu B I€HE
(peHmIaTaHUHT U APOKCUITA3BI.

Ha 3aknro4uTesnbHOM 3Tane NpOBOAMTCS MEIWKO-TEHETUYECKOE KOHCYJIb-
TUPOBAHUE CEMBH, IUIAHUPYETCS MpEeHaTalbHas AuarHoctuka. [Ipu orcyrcTBum
JaHHBIX HEOHATAJIbHOTO CKPUHMHIA JHAarHOCTUKA 3a00JIeBaHUS OCHOBBIBAETCS
Ha COBOKYITHOCTM T'€HEAJIOTMYECKOI0 aHAMHE3a, pPe3yJIbTaTOB KIMHUYECKOIO
1 OMOXMMHUYECKOTO 00CIIeIOBaHUs, BO3MOKHA MOJIEKYJIApHAs JUAarHOCTHKA.
['maBHBIM OMOXMMHMUYECKUM KPUTEPHEM [JIsl YCTAHOBIICHUS JTMAarHO3a OCTAETCA
BBICOKOE COJIEpKaHue (DeHMIaJaHuHA B CBIBOPOTKE KPOBHU.

T JINKOTEHO3bI

I'tukoreHo3bl — rpyImna HacJIeICTBEHHbBIX 3a00J1€BaHNM, 00YCIOBICHHBIX
HEJIOCTATOYHOCTHIO OJIHOTO WJIM HECKOJIbKUX (PePMEHTOB, YUaCTBYIOIIUX B pac-
najie ravkoreHa. [loamMepsl IIIMKOreHa, KOTOphIE HE MOJBEPTarOTCs Aerpaaa-
MU JTaKe TOrJa, KOrjia OpraHu3My HeoOXoIuMa TITFOKO3a B KPOBH, HAKaIlJIMBa-
FOTCS B KJICTKaX II€YECHHU U MBIIIII,.

BoiiensroT nedeHoYHbIe WM MBIIICYHBIE (POPMBI TIIMKOT€HO30B B 3aBHCH-
MOCTH OT IpeoOIaaHus TOPaKEHHUS.

K MpimeyHsIM oTHOCAT TinkoreHo3sl V u VII tumos, k meueHouyHbIM — |,
II1, 1V, VI, V111, IX, X, XI tumos.
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I'nuxozenos I muna (6onesun ['upke). B ocHOBe 3a0071€BaHMS JIEKUT ASPEKT
dbepmenTa riroK030-6-pocdarazpl. Manudectamus 3a00JeBaHAsS XapaKTEPHU3Y-
€TCSl OTCYTCTBHEM amleTUTa, TOSBICHHEM PBOTHI, THIIOTIMKEMUYECKUX CYJI0-
pOr, KOTOpBIE BBIABILIIOTCS Cpa3y IOCIE POXACHUS WIA B TPYIHOM BO3pacTe.
B nanpHenmeM B MaToJOTMYECKHAN MPOLIECC BOBJIEKAETCS MEUYECHb M MOYKH, Pa3-
BHUBAETCS TEMATOMET AN ¥ He(ppoMeramus 3a CUeT TITMKOTCHHON HH(PMIbTPAITHH.

JInst nereut ¢ rmMKOreHo30M | Thna XxapakTepHbl OTCTaBAHUE B POCTE, JTHC-
pOIOpIHOHANIbHEIE (OpMBI Tena (OoJibliasi rojioBa, KOPOTKUE Iess U HOTH),
KYKOJIbHOE JIMI0, TUIIOTOHUS MBI, MO3/IHEE MTOJIOBOE CO3PEBAHKE, PE3KUE T'U-
NOTJIMKeMHUYECKHe poBalibl. HepBHO-TICMXMUECKOE pa3BUTHE JAETel ¢ 00IE3HbBIO
['upke, Kak MpaBuiIO, HE CTPAIAET.

I'nukozenoz Il muna (6one3ns [lomre) — 3abosieBaHue, BEIYIIUM I1aTO-
TeHETUYECKUM 3BEHOM KOTOpOTro sBisieTcs: nedext pepMmenta manbrasbl. K-
HUYecKku OoJe3Hb [loMrie MposiBIsIETCS pacCTPOMCTBOM MbIXaHUs, OECIOKOM-
CTBOM, aJWHAMHUEW, OTCYTCTBHEM alIETUTa, 3aACPKKOM POCTa, MBIIIECYHOU
runotonueid. Ha Oosiee mo3gHux sTanax 3a00jeBaHUs PA3BUBAETCS TUIIEPTPO-
¢dbust MUOKap/ia, renaro- U cruieHoMeranus. YacThiM OCJIOKHEHHEM TJIMKOTe€HO03a
Il Tuma SBISAIOTCS TUMIOCTATHYCCKHE IMTHEBMOHHMH, OPOHXHTHI, aTeJICKTa3bl JIeT-
KHX, HAOJIIOAAI0TCA MUOAUCTPO(US, TUIOpEdIECKCHs, CIACTUYECKUE TapaInyu.
Mpieunas ¢opma rinukorenosa Il Tuna BO3HMKAET TOJBKO B MBIIIIAX IPH Je-
dbunute xkucimon o-1,4-rmroko3uaasel. bone3Hs nposBiseTcs B 0osiee MO3THUE
CPOKH U 110 KJIIMHUYECKON KapTUHE HAIOMUHAET MHOIIATHUIO.

TI'nuxozenos III muna (6one3us Kopu, 0ose3us @opOca, THMHTIEKCTPHHO3)
obycnosineH aedekToM hepMeHTa aMmuio-1,6-Timoko3u1a3el. 3a00IeBaHUE MaHU-
decTupyeT ¢ MepBbIX MECSIEB KU3HU PEOCHKA U TIPOSBISETCS pa3BUTHEM Tera-
TOMETAJIMH, MBIIIEYHON TUIIOTOHUU, THUNEPTPOOUU OTACIBHBIX TPYII MBIIIIII.
B HekoTOphIX ciydasx y MalyueHTOB OTMEYAIOTCSl HAPYIICHUE CEePIICYHON MPOBO-
JUMOCTH U KpoBooOparieHusl, runeptpodus muokapna. Pazsutue 3aboneBaHus
3aMeIIIeTCs MOCHE MATUIIETHEr0 BO3pacTa Wik B MyOepTaTHOM Pa3BUTHH peOEHKA.

I'nukozenos 1V muna (6one3ub AHIEpCceHa, aMUJIONEKTUHO3, TUhy3HBIN
TIMKOT'€HO3 ¢ IUPPO30M TIeUeHHt) 00ycioBiieH aedektoM dpepmenta amuino-(1,4-
1,6)-TpaHcrinoko3miIasel. bojie3Hb HAOMIOMAETCS C TEPBBIX MECSICB JKU3HH
U XapaKTepU3yeTCs pa3BUTUEM TenaTo- U CIUICHOMETalnH, LUppo3a TNEYEeHH,
KEITYXOHU, TUIIOTIIMKEMUECH.

I'nukozenos V muna (6onezunp Maxk-Apmia, muodochopunaznas HegocTa-
TOYHOCTh) — TJUKOT€HO3, B OCHOBE KOTOPOTO JIGKUT AeheKT PpepMeHTa MbI-
mevyHon Gocdopuiasbl. XapaKTepHbIMH TPU3HAKAMHU JAHHOTO 3a00JIeBaHUs SIB-
JSIOTCSI TPAH3UTOPHAST MUOTJIOOMHYPHS M CHIDKCHHE KOHIICHTPAIIUM JIaKTaTa
B KPOBH T0CJI€ (PU3NIECKON HATPY3KH.

I'nukozenos VI muna (6one3ns I'epca, rematodocdopunazHas HemIOCTa-
TOYHOCTB) OOBIYHO MPOSBIISAETCS HA MIEPBOM IOy KU3HH U XapaKTepU3yeTCs 3a-
JIEP’)KKOH pOCTa, KYKOJBHBIMU Y€PTaMH JIMIIA U TUIIEPTIIMKEMHUEH.
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I'nukozenoz VII muna (6one3up Tapyu, muodochodpykTrokuHazHass He-
JIOCTATOYHOCTh) — KJIMHUYECKU CUMITOMBI CXOKH C TJIMKOT€HO30M V THIa.

I'nukozeno3 VIII muna (0one3np ToMcOHA) — BEIYIIMMH KIIMHUYECKUMHU
CUMIITOMaMU SIBJISIFOTCS YBEJIMUCHUE PAa3MEPOB MEUCHH, ATAKCUSI 1 HUCTArM.

TI'nuxozenos IX muna (6one3Hp Xara) — HacJACIyeTCs MO X-CICTUICHHOMY
pPELIECCUBHOMY THIly HACJIEAOBAaHUS, KIMHUYECKU MPOSIBISECTCS pPa3BUTHUEM
renaToMerainu.

I'nukozenosz X muna. Jledext dhepMeHTa Mpu JaHHOM THUIE 3a00J€BaHUA
HaWJICH B MEYEHH, MbIINAX. KIIMHUYECKHE MPOSBICHUS: TeNaTOMEraiaus, Mbl-
IeYHbIE OO U CIIa3Mbl MBIIII] TTOCIe (PU3NUECKUX HArpy30K.

I'nukozenoz XI muna. Jlebext pepmeHTa oOHApYyKEH B NIEUCHU U MMOYKAX.
XapakTepu3yeTcs 3HAUYUTEIIbHBIM YBEIMYCHUEM IEUYEHU U PE3KON 3aJepiKKOM
pocta. HaGmronarores cumntomel runodochaTeMuyecKoro paxura.

X-CHEIUVIEHHBIE TEHHBIE BOJIE3HA

B Hacrosiiee Bpems onucano cBbiiie 350 3a00sieBaHMM, KOTOPbIE aCCOIIU-
UpyroTCcsa ¢ X-XpoMocoMou. [Ipu 3ToM cTeneHp MposSBICHUAS] CHMIITOMOB 3aBUCUT
ot nona. Kak mpaBuino, monHas gopma 3a001€BaHUS BCTpEUYACTCS MO OOJIbIICH
YaCTU y MY>KUUH, MTOCKOJIbKY OHH SIBJISIFOTCSI TEMU3UTOTHBIMU OpPTaHU3MaMu 10
r€HaM, HaXOASAIUMCS Ha X-XpOMOCOME.

MyTainmoHHOE€ U3MEHEHUE MOXKET 3aTparuBaTh PEIECCUBHBINA T€H, CICTUICH-
HbIiA ¢ X-XxpoMocoMoil. B TakoM ciyyae 3a00s1eBaHne Ha3bIBAETCS X-CLEIJICHHBIM
peueccuBHbIM. [Ipy 3TOM y T€TEPO3UTOTHBIX 10 T'€HY KEHILIHWH HE MPOSBIISIIOTCS
IPU3HAKU NATOJIOTUU, OJJHAKO OHU MOTYT NEepeaBarh €€ no HaciaeAacTBy. ['omo-
3UTOTHI B OOJIBIIMHCTBE CITyYaeB SBIISIIOTCS JIETAIBHBIMU.

[Ipn MyTanusx JOMUHAHTHOTO I'€Ha, PACIOJIOAKEHHOIO0 Ha X-XpPOMOCOME,
rOBOPSAT O X-CICTUICHHOM JIOMHHAHTHOM 3a0oJyieBaHMHM. B TakoMm ciiydae OHO
MPOSBIISIETCS] Y 000MX TMOJIOB, KaK MPaBUIJIO, Y TE€TEPO3UTOTHBIX KEHIIMH 3a00-
JieBaHUE MIpoTeKaeT B OoJiee OnaronpuaTHoi popme. 'oMO3UTOTHBIE OPTraHU3MBI
OOBIYHO JIETATHHBI.

CuermieHnble ¢ X-XpoOMOCOMO# 3a00JieBaHUsI HE TMEpeNarTcs OT OTIHa
K ChiHY. [Ipu poxaeHUM MalbUMKU MOIY4YarOT OT OTIHA Y-XpPOMOCOMY, a HE €ro
X-XpoMOCOMY € aHOMaJIbHOM Bepcuel reHa. 3aTo IpHu POXKIACHUU JOUYEPH TaKOe
3a00JieBaHME BCerja IepenaeTcs, Aeias peOeHKa KaKk MUHUMYM HOCHUTENEeM
MYTAaIlUH.

IIposiBiieHus X-cuenjieHHbIX JOMUHAHTHBIX 00J1e3Hel

Takue 3a00neBaHUs MEHEE paCIIPOCTpaHEHbl, YeM X-CIIeTJIEHHAas pelec-
cuBHas nartosiorus. IIpm 3ToM OHM ¢ OOJBLION BEPOSITHOCTHIO BBI3BIBAIOT
BHYTPUYTPOOHYIO THOENh MI0Ja MY>KCKOTO M0Jia ¢ TeMU3UTOTHOCTBIO 10 MY-
TAaHTHOMY Npu3HaKky. [loaToMy HekoTOpble 3a00J€BaHMs, TaKKE COMPOBOXK-
Jaroluecs YacThIMH CaMOIPOU3BOJIBHBIMU TPEPHIBAHUSAMU OEpEeMEHHOCTH,
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CUUTAIOTCA OOYCJIOBIEHHBIMU X-CLEIJIEHHBIMU JOMUHAHTHBIMHU JAedeKTaMu
(x mpumepy, oyaroBas ME303KTOJepMalbHas IUCIUIa3us U cuHapoM dpaHyec-
KeTTu—S1accona).

Ecnu y >XeHIIMHBI UMEETCS TOMO3UTOTHBIA TOMHUHAHTHBIM T€H HelleTallb-
HOT'O XapakTepa, TO BCe €€ JETH OyayT MOJydaTh OJHY BEPCUI0 MYTAIMOHHOIO
M3MEHEHUS. /[ reTepo3uroTHOro citydas 1o HacjaeACTBY F€H-MYTAHT MOJIYYUT
MIOJIOBUHA JIETEH, HE3aBUCUMO OT M0J1a. |'€eMH3UTOTHBIE MY>KYMHBI MOTYT Iepe-
JaTh TaKOM ajuieNlb TOJIBKO J0oYepsM (MpuyeM BceM 0e3 MCKIIOYEHUs). DTUM
o0BsCHsIeTCST HaOII0jaeMasi CTaTUCTUKA: €CIIM B CEMbE MMEETCSl HelleTaJbHBIM
X-CUEIJICHHBIA JOMUHAHTHBIA Ne(deKkT, To OyIeT oTMeuaTbes MpeoliagaHue
OOJIbHBIX KEHIIINH.

[Tpumepom 3abosieBaHus ¢ X-CIETICHHBIM TUIIOM HAClIeIOBAHUS SIBISETCS
runogochareMudeckuii paxur (BUTaMuH D-pe3ucTEHTHBIN paxurT).

['unodocdaremMuueckuil paxuT — 3TO HACJIEACTBEHHOE PaxXUTONOAOOHOE
3a0oJieBaHuE, 00YCIOBICHHOE HapylieHueM peadbcopouuu pocdaToB B mpoKcu-
MaJIbHBIX MOYEYHBIX KaHAJIbIaX C Mocleayroueid runodgocdareMueii, Hapyiie-
HUEM BCACBIBAHMS KalblUs U (ochopa B KUIIEUHHKE.

X-CUEIJICHHBIA JOMUHAHTHBIA TUMOPOCPATEMUUYECKUA PAXUT OTHOCUTCS
K PEIKUM HacleJCTBEHHBIM 3a00JeBaHUAM U BcTpeyaeTcs ¢ yactotoit 1 : 20 000
KUBBIX HOBOPOXKJICHHBIX.

Ilamozenes. 3a cuet MOJOMKHA T€HOB Hapymaercs peadbcopOuus docdopa
(T. e. oOpaTtHOe BcacbiBaHue Qochopa U3 NepBUYHON MOUYHU B KPOBB) B MIPOKCH-
MaJbHBIX MOYEYHBIX KaHaJbIaX, YTO MPHUBOAUT K moTepe (ochopa u3 opra-
Hu3Ma. Henocrtatok ¢ocdopa sBisieTcs NpUUMHON HapylLIeHUS MUHEpaniu3a-
[IUU KOCTEN CKeyeTa M 3y0OB, UTO MPUBOAUT K pa3BUTHIO paxuta. [Ipu nanHOM
3a00JIeBaHUN CHMIKAETCSl aKTUBHOCTH |-0-THAPOKCHUJIA3bl B IMOYKAX, MOITOMY
Hapymiaercsi oOpa3oBaHue M3 HeaKTUBHOM (opmbl BuTamuHa D (T. e. Xxome-
Kanbludepona) Toi GopMbl, KOTOpas SABIAETCS OUOJOTUYECKU AKTUBHOM, T. €.
kaneuutpuoda (1,25(OH)2D), B c¢Bsi3u ¢ yeM Ha3HAuYCHUE MpenapaToB HATUB-
Horo ButamuHa D (xonekansuudepon, AxkBagerpuM, Buranron) siBisercs He-
3 PEeKTUBHBIM.

IIpu HekoTOpbIX opMax HapsLy ¢ moreper pocdopa HapylaeTcs peryJis-
s cuHTesa naparropmona u 1,25(0OH)-2D, 4To MoXeT NpUBOJIUTH K PA3BUTHIO
rurepnapaTupeosa, TunepKaIblnypiu ¢ popMUpoBaHUEM HEPPOKATHIIMHO3A.

Knunuueckue nposenenusn. xax mnpaBwio, mMaHudecranus 3a00JeBaHUS
oTMedaeTcs Ha 1—2-M romy >KU3HM pebdeHKa, IPH HEKOTOPHIX (opMax Haydajo
KJIIMHUYECKUX TIPOSBIICHUI OTMeYaeTcsl B Ooyiee mo3aHeM Bo3pacTe (5—6 ner).
Koppensiiuu Mexnay reHoTurnoM U (EeHOTUIIOM He OTMedeHO. B omHoi cembe
TSOKECTh KJIMHUYECKHUX TPOSIBICHUN MEXIY POACTBEHHMKAMH C JTaHHBIM 3a00-
JIEBAHUEM MOXET OBbITh Pa3INYHOI.
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OCHOBHBIMH KJIMHHUYECKUMU MpU3HAKaMU TUNodochareMruueckoro paxura
SBIISIIOTCS:

— paxutuueckue aedopManuu TPYAHON KIETKH, TUNEPTPOPHs JTOOHBIX
OyrpoB Ha MEPBOM IOy KU3HU;

— IIpOTrpecCUpyroNre aeGpopMauy HOT ¢ MOMEHTA Havalsia XOb0BI;

— «IEPEeBATMBAIOLIASCS MOXOKA;

— MBIIICYHAS CIa00CTh;

— 3aJIep’KKa pocTa;

— 00JIb B KOCTSIX;

— TO3/HEe NMpope3bIBaHue 3y00B MU YaCcThIN Kapuec 1 abCIeCCHhl.

Ha nepBom roay xu3Hu y pedeHKa OTMEUAIOTCsl XapaKTepHbIe TPU3HAKU
paxuTa: TUIOTOHUS, POPMUPOBAHUE JTIOOHBIX U TEMEHHBIX OYTrpOB, paxuTHYe-
CKHE «OpacieTKu» Ha JIyde3allsCTHBIX CyCcTaBaX, «4ETKU» Ha pedpax, Bapyc-
Hag win O-oOpasHas Jnedopmaiyio HOT, MepeBalUBaONIasicsa Moxojka (1o
TUITY «YTUHOW»). B mocieayronieM MoxeT chopMUPOBATHCS BalbrycHas (MU
X-00pa3zHasi) neopmMariust HOT.

Y HEKOTOPHIX MAIMEHTOB B paHHEM JETCKOM BO3pacTe MOXKET c(hopMHpo-
BaThCS KpaHUOCTEHO3. OTMEeUaeTcs 3a/IepKKa Mpope3bIBaHms 3y00B, cO 2—3-T0 roja
KU3HU OTMEYAETCsl HCTOHUEHUE SMAJIH, YaCThId KapHuec, CIIOHTaHHbBIE a0CIIeCChl
3y0OB 110 ipuurHEe (POpMUPOBaAHKS TPUKOPHEBBIX KUCT. Ha 2—3-M roay oTMeua-
€TCsl 3aMeJICHHE JUHAMUKH POCTa, JIETU OTCTAIOT B (DU3UYECKOM Pa3BUTHH,
B MIOCJIETYIOIIEM OTCTaBaHWE B POCTE HAPACTaeT, YTO MOXXET OBITh CBS3aHO
C mporpeccupyromumMu aehopmanusmMu Hor. JledhopManuu HOT BEIyT K AUCIIPO-
MOPIIMOHATBFHOMY TEJIOCIOKEHUIO 32 CYET YKOPOUCHUS HIXKHETO CETMEHTA.

OtmMmeuaeTcst moHasl Pe3UCTEHTHOCTD K TMpenaparaM HaTUBHOW ()OpMbI BU-
tamuHa D.

C BO3pacToM y MaIMEHTOB MOSBISETCS 3HAYUTEIHHO BBIPAXKEHHBIN OoJe-
BOM CHHJPOM B 00JIACTH KOJICHHBIX CYCTaBOB U MX TYTOINOJBUKHOCTH (apTpo3),
He(ppOKambIMHO3, KalbUU(PUKALMA CBS30K, OCTEONOpPO3, CHWXKEHHUE ClyXa
(kanmpuuduKanus CBsI30K)

Juaznocmuka: nipu Bcex hopmax runodochareMuyeckoro paxura B Kpo-
BU OmpenersieTcss HU3Kuii ypoBeHs (ocdopa. Kak mpaBumo, B nmeproj akTUBHO-
ro pocta peOeHKa B KPOBU PE3KO MOBBIIIEHA aKTUBHOCTH MIEJIOUYHON (ocdarazbl
Py HOPMAJILHOM YPOBHE Kajbius. B Moue npu Bcex gopmax runodocharemu-
94eCcKOro paxuta omnpezaensercs runepdocdarypusi. Konnentpamus 1,25(0OH)2D
B CBHIBOPOTKE M CTEMEHb KAJIBIIMYPUH BAPhUPYIOT M 3aBUCAT OT MOJEKYISPHOU
OCHOBBI 3a00JIeBaHUSI. YPOBEHb MAPATUPEOUIHOTO TOPMOHA B KPOBU MOXKET
OBITh HOPMAJIBHBIM WJIM YMEPEHHO TMOBBIIICHHBIM.

Ha nmepBom rony xusHm y pebeHka ¢ runopochaTeMUYECKUM PAXUTOM
ypoBeHb (Pocdopa KpoBH MOXKET ObITh HA HIKHEH TpaHUIIE HOPMBI, TOITOMY
HE00X0IUMO 00513aTeIbHO MPOBOAUTH ONpEEIeHHe TyOyIsIpHO peabcopOuuu
docdaToB B mMoue. BaxkHO cpaBHMBaThH ToOJydaeMmble MOKazaTenu ¢ocdopa
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KpOBHU MallMeHTa ¢ pe(epeHCHbIMU 3HAYEHUSIMU C y4e€TOM BO3pacTa U IMoJja.
B pannem getrckom Bo3zpacte (10 3 jeT) ypoBeHb Gochopa B KpOBU 3HAUUTEINb-
HO BBIIIIE, YEM B MMOJPOCTKOBOM.

[Ipu mpoBeneHUN PEHTICHOJIOTUYECKOTO UCCIEAOBaHMS JJIMHHBIX TpyOUa-
TBIX KOCTEM OTMEYAIOTCA XapaKTEPHBIC PAXUTUUECKUE U3MEHEHHUSI CTPYKTYPHI:
OOKaJIOBUIIHBIC YTONIIECHUS 30H METa(pu30B, Pa3MBITOCTh, «U3bEIACHHOCTHY
CcTpyKTyphl MeTadu3oB. [Ipu peHTreHorpaduu rpyIHoON KISTKA MOXKHO OTME-
TUTh HAJWYHUE YTONIIECHUNA (PAaXUTHUYECKUE «UETKW») B 30HE COCIMHEHMS KOCT-
HOM U XpSAIIEBOM "yacTeit pedep.

IIposiBiienusi X-cuenjieHHbIX pelecCUBHbIX 00J1€3HeH

Jis1 X-CleIUIeHHBIX PEHECCUBHBIX 3a00JI€BaHUI XapaKTEpHO MpeodiiaaHueM
cpeau 3a00JIEBIIMX JIUI] MY>KCKOTO T0JIa, BCE UX JOYEPH SIBISIOTCS T'€TepO3UrOT-
HBIMH HOCUTEJIBbHUI[AMU, HO TIPU 3TOM (PEHOTUIIMUECKH 3A0pOBbl. Cpeau ChIHOBEH
reTepO3UTOTHBIX MaTepel COOTHOLIEHNE OOJIbHBIX U 37I0POBBIX paBHoO 1 : 1.

YacTtHbIM citydaeM X-CLEIUIEHHOIO PELIECCUBHOTO HACJIEIOBAaHUS SIBISETCS
KpPHUCC-KPOCC HACIEAOBAHUE, B PE3YJIbTaTe KOTOPOTO NPU3HAKHU OTLIOB ITPOSIBIIS-
I0TCSL y J0YEPEH, a IIPU3HAKU MATEPEN — Y CBIHOBEH.

K naubonee yacto BcTpeyarommMes X-CIEIUIEHHbIX PELIECCUBHBIM 3a00J1e-
BAHMSIM OTHOCSTCS:

1. HacnencTBeHHOE HapyIIEHHE IIBETOBOrO 3peHHUs (JanbTOHM3M). PazHou
CTEIEHbIO CIa00CTH KpacHO-3esieHoro Bocnpustus B CeBepHoit EBpone ctpa-
narT npuMepHo 8 % my»)uuH U 0,5 % KEeHIUH.

2. X-cuernneHHbld nxTno3. Ha KoXe mareHToB MOSBIISIOTCS CyXUe Orpy-
OeBaroIIMe y4acTKH BCIJIEJCTBUE H30BITOUHOTO HAKOIUIEHUS CYJIb()HUPOBAHHBIX
crepouioB. Berpewaercsa y 1 3 2000-6000 mysx4uH.

3. Mbrmieunas nuctpodus JlrormenHa. 3abosieBaHHE COMPOBOXKIACTCA Jie-
reHEpaled MBIIMIEYHOM TKaHW W NPUBOJHUT K CMEPTH B MOJIOAOM BO3pacTe.
Bcerpeuaercs y 1 u3 3600 HOBOPOXKAEHHBIX MYCKOTO TOJIA.

4. Temodunus A u B (xmaccuueckas remodunus). 3abosieBaHue, CBsI3aH-
Hoe ¢ HepoctaTouHOoCcThi0 VIII (hakTOpa CBEpTHIBAEMOCTH KPOBH, BCTpEUAETCS
y oxHoro u3 4000-5000 my>x4uH.

5. Cunapom Buckorra—Onapuya — 3a00J€BaHUEe, XapaKTepU3YIOIIEecs
UMMYHOJIOTHYECKMMH HApYLIEHUSIMH, TPOMOOLUMUTONEHUEH W AaTONUYECKUM
JIepMaTUTOM, yacTtoTa Bctpeuaemoctu 1 Ha 250 000 MaibuMKOB.

X-cuensieHHbI UXTHO3 OTHOCUTCA K TEHOJEpMAaTo3aM, KOTOphIE BKIIOYE-
Hel B Mengenupytouue Hapymenus Keparunuzauuu (MeHK), u xapakrepusy-
€TCsl TeHePAIM30BaHHBIM THUIIEPKEPATO30M U 00pa30BaHMEM KOKHBIX YEIlyeK.
X-CUEIIEHHBI UXTHO3 MOPAXKAET TOJBKO MY>XYHMH M 3aHHMAET BTOPOE MECTO
cpeau HauOoJiee 4YacTO BCTPEUAIOIINXCS TUIIOB UXTHO3a.

Ero pacnpoctpanennocts cpenu MyxxuuH coctamisier 1 :2000-1 : 6000.
HavanbHble mpu3Haky 3a00JieBaHUSI MOTYT MOSIBUTHCS B TEpBbIE JTHU TIOCTE
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POXKJIEHHS B BHUJE PACIPOCTPAHEHHBIX HEIPUTEMATO3HBIX, IMOJIUTOHAIBHBIX,
c1ab0 MPUIETAIOMIUX YellyeK. JTH YEHIyHKH MO3Ke MOCTEIEHHO MPHOOpETyT
CEpOBATHI WJIM YEPHOBATHIA I[BET M CTAHYT YETKO BBIJACISITHCS HA TYJIOBUIIIC,
cru0aTeNbHBIX W Pa3rHOATEeNbHBIX IMOBEPXHOCTAX KOHEYHOCTEH W Ha IIIee
(«rpsi3Has mes»). KoxxHble CKIAIKd, JIATOHU U TOJOIIBBI OCTAIOTCS HEMOBpE-
xaeHHbIMA. [llemymnienre yMeHbIaeTcs: ¢ BO3PACTOM M B JISTHUW TTEPHO/I.

VY marepu peGeHka ¢ X-CIEMJICHHBIM HUXTHO30M MOKET HaOJI0JIaThCs 3a-
JIEp’KKa poJioB (HEIOCTATOUHOE PACKPBITHE LIEPBUKAIBLHOTO KaHajia). BHEKOX-
HbI€ TMPOSBIICHUSA, TAKUE KaK HApYIICHHUE OMYIICHUS SUYEK B MOIIOHKY, BBISIB-
nst0TCs puoOIM3uTeNbHO Yy 20 % manueHToB ¢ X-CLEIUIEHHBIM UXTHO30M, HO
OOBIYHO HE SIBJISIETCS PE3YJIHTATOM I'MIIOTOHAAU3MA.

st sToit dopMbl 3a00JIEBaHMSI XapaKTEPHO MOMYTHEHHUE POTOBHIIbI, HO
OHO He yxynmaeT 3peHus. OT cuHapoMa neduiTa BHUMaHUS U TUIIEPPEaKTUB-
HOCTH, MPEUMYIIECTBEHHO HEBHUMATEIBLHOTO MOATHIA, cTpanaeT 40 % Manpuu-
KoB. KpurepusiMm ayTHCTHUECKOTO CIIEKTpa HAPYIICHUS MOBEACHUS WIIA CBS3aH-
HOTO C HUM HapyIICHUs Pa3BUTHUS PeYH COOTBETCTBYIOT 25 % OOIHHBIX.

B peaxux cimydasx MOKET BOSHHKATh CEPhe3Hask BHEKOXKHASI CHMITTOMATH-
Ka (HampuMmep, aHOCMHS WM OJHOCTOPOHHSS aIula3us TOYeK), MPU KOTOPOM
Cllyyaid MXTHO3a PaCCMaTPUBAETCS KaK 4acTh CUHAPOMA (CUHIPOMHBIN X-cIien-
JICHHBIN UXTHO3).

X-CIEIJICHHBIA HUXTHO3 SBJISAECTCS PE3yJbTaTOM aHOMAIMHM MeTaboiu3Ma
JUTNUOB B AIUACPMHUCE, KOTOPasi BOZHUKACT BCJICACTBUE MYTAIIMM WK JEICIIHi
B reHe crepouaHon cynbdarasel STS. Jlehunur STS yepes kackag Onoxumude-
CKHUX PEaKIMi MPUBOJIUT K YMEHBIICHHUIO JECKBAMAIlMU OPOTOBEBIINX KepaTH-
HOIIUTOB C COXpaHEHUEM THUIIEPKEPaTO3a.

JInarHo3 OCHOBBIBAETCS HA KJIMHUYECKOW CHMIOTOMATHKE U CEMEUHOM
aHaMHe3e (YenryiuaTtocTh y pOJCTBEHHHUKOB MYKCKOTO TI0JIa, 3aJIepKKa POJIOB
y s)keHIIMH). /lnarno3 moAaTBepkaaeTcss OMOXUMHUYECKHUMH (dJEKTpodope3 ChI-
BOPOTOYHBIX MPOTEUHOB, T€CT akTUBHOCTH STS B ¢ubpobnactax uim nerko-
IIMTax) ¥ MOJICKYJIIpHBIMU/TIUTOTeHeTHUeCcKuMH nuccienoBanusmu (ITLP, dbayo-
peclieHTHas THOpHUAnU3aIys). [ MCTOIOTHS M DJIEKTPOHHAS MHKPOCKOIHUS KOXHU
moJie3Hsl Tpu  auddepeHnnaibHOl JUaTHOCTHKH C TMPOCTHIM HXTHO30M
(ichthyosis vulgaris).

Taxke nuddepeHnnanbHas AMATHOCTHKA TMPOBOAUTCS C ayTOCOMHO-
PEIECCUBHBIM BPOXKJICHHBIM UXTHO30M, T. €. TAMEJUIIPHBIM UXTHO30M.
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CAMOKOHTPOJIb YCBOEHUSA TEMbI

1. Knaccuukanuss TeHHbIX 00Jie3Hell 10 TreHeTH4YeCKOMY NPHHIMILY
BKJIIOYaeT B ce0s:

a) ayTOCOMHO-JOMHHAHTHBIE 3200JI€BaHUS;

0) ayTOCOMHO-PEIIECCUBHBIC 3a00JICBaHUS,

B) MHCCEHC-3a00JIeBaHUsI;

I') MUTOXOH/JIpHaJIbHBIE 3a00JIEBAHMU.

2. YKa:KnTe YPOBHU BO3/1eCTBUSA NATOJOTHYECKHX I'eHOB:
a) MOJICKYJISIPHBIN;
0) KJICTOYHBIN;
B) OpPTraHHBbIN;
') OpraHU3MEHHBIH;
1) TOMYJISIITUOHHBIN;
€) BCE OTBETHI BEPHBHI.

3. [lneiioTponus — 3T10:
a) CHOCOOHOCTb I'€Ha MPOSBIISITHCS B TETEPO3UTOTHOM COCTOSTHUU;
0) sIBJIEHUE MHOXXECTBEHHOTO JICHCTBUS T'CHA;
B) KpUTHUIECCKOE BO3/CHCTBYE TeHA HA OPTaHU3M.

4. YkaxkuTe THII HACJIeIOBAHNUS TPU cuHApoMe Mapdana:
a) ayTOCOMHO-IOMUHAHTHBIN;
0) ayTOCOMHO-PEIIECCUBHBIIA;
B) Y -CILICTUICHHBIH;
r) X-CIEIUICHHBIH.

5. [lepeuncianTe NpU3HAKHU, XapaKTepHbIe 1A cuuapoma Mapdana:
a) )KUpoBasi AUCTPOUs IeUCHU;
0) M30BITOYHBIN POCT;
B) A€(EKThI a0PThI U A0PTAJILHOTO KJIAIaHa;
T') 3a/Iep’Ka YMCTBEHHOTO U (PU3UYECKOrO Pa3BUTHSL.

6. YkakuTe TUN HACJIeI0BaHUs HelipogudpomaTosa:
a) ayTOCOMHO-JIOMUHAHTHBIN;
0) ayTOCOMHO-PEIICCCUBHBIN;
B) Y-CIIEIJICHHBI;
r) X-CIETICHHBIN.

/. Ilepeuncanre NPU3HAKHU, XapaKTepHbIe i HelipodudpomarTo3a:
a) JKUpOBasi AUCTPOUS MCUCHHU;
0) M30BITOYHBIN POCT;
B) MHO>KECTBEHHBIE HEUPODHUOPOMBI;
T) 3a/Iep’KKa YMCTBEHHOTO U (DU3UIECKOTO Pa3BUTHA.
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8. YkakuTe THN HACJIeI0BAHUS MPH MYKOBHUCIH103€:
a) ayTOCOMHO-JOMUHAHTHBIN;
0) ayTOCOMHO-PEIIECCUBHBIN;
B) Y-CICIICHHBIN;
r) X-CIEIJIECHHBIH.

9. Knaccuukanusi MyKoBHCIHI032a 10 (opme 3a00/1eBaHUS BKJIKYAET
B ce0si:

a) CMeIIaHHyl0 (popMy C TOpaKECHUEM KETyJI0YHO-KUIICYHOIO TpaKTa
1 OPOHXOJICTOYHOM CUCTEMBI;

0) MpeuMyIIeCTBEHHO JIETOYHYIO (popMmy;

B) (hopMy ¢ mpeuMyIiecTBeHHbIM nopaxkenrem [{HC;

r) hopMy ¢ npeumyIiiecTBeHHBIM opaxkenrneM JKKT.

10. CkpyHMHI MYKOBHCIIH/032 OCHOBAH HA ONpeaeJeHUN YPOBHS:
a) IMMYHOPEaKTUBHOT'O TPUIICHUHA;
0) penunananuHa;
B) LIepeOpO3UIa3hI;
') aMujIa3bl.

11. YkaxuTe TUN HAC/IE0BAHNS NPHU (PeHNTIKETOHYPHU:
a) ayTOCOMHO-JOMUHAHTHBIN;
0) ayTOCOMHO-PEIIECCUBHBIN;
B) Y -CILICTUICHHBIH;
) X-CICTIICHHBIH.

12. YkaxuTre THII HACJIEIOBAHMS NPU BUTAMUH D-pe3ucTeHTHOM paxuTe:
a) ayTOCOMHO-JOMHUHAHTHBIN;
0) ayTOCOMHO-PEIIECCUBHBII;
B) Y -CILICTUICHHBIH;
r) X-CIeIICHHBIN JOMUHAHTHBIN.

OrBerbl: 1 —a,0,1;2—a,0,B,1;3—0;4—a;5—0,8,6 —a; 7— B;
8—0;9—a,0,1r;10—a;11—6;12—r.
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