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CrnoBapuKk

e XPpPOMOCOMHBbIE 00JIE3HH — HacJIECTBEHHbIE 3a00J1€BaHHUsl, 00YCIIOBIEHHBIE
W3MEHEHHUEM YHUCIIA UK CTPYKTYPhI XpoMocoM. YacTtora XpoMOCOMHBIX O0JI€3HEN cpeau
HOBOPOXKJIEHHBIX JIeTeil 0koj10 1%. MHOrue nu3MeHeHus: XpOMOCOM HECOBMECTHUMBI C KU3HBIO
Y SIBJISIIOTCS] YaCTOW MPUYMHOMN CIIOHTaHHBIX A0OPTOB U MepTBOpOkAeHU. [Ipr CIOHTaHHBIX
aboptax oOHapyxeHO 0Kk0JI0 20% SMOPHOHOB ¢ aHOMaILHBIMU KapUOTHUIIAMU
(XxpoMocoMHBIMU HaOOpamu). MI3MeHeHne Yucia XpoMOCOM MPOUCXOJUT B pe3yabTaTe
HEPACXOXKJECHUS UX B MEM03€ WU MPHU JICTICHUU KJIETOK Ha paHHEW CTaJuu Pa3BUTHUS
OIJIOAOTBOPEHHOTIO sAka. HepacXxoxkIeHUI0 XpOMOCOM IPU IIEPBBIX ACIICHUSIX
OIUIOJJOTBOPEHHOTO SAMI[a CITIOCOOCTBYET, HAPUMED, BEICOKHI BO3pACT MAaTEPU. XPOMOCOMHBIE
abeppaiy 00yCI0BIMBAIOTCS (PU3NYECKUMU (MOHU3ZUPYIOIIEE U3ITYUYCHHUE) U XUMUYECKUMU
(HampuMep, JEeKapCTBEHHbIC Mpenaparsl ¢ MyTareHHbIM 3¢ pexkroM) hakTopamu; BUpycaMu
(KpacHyXxu, BUPYCHOTO I€laTuTa, BETPSIHOM OCIIBI U Jp.), AHTUTEIAMU U Pa3TuYHbIMU
paccTpoiicTBaMH MeTa0oIn3Ma. XPOMOCOMHBIE O0JI€3HN MOTYT OBITh CBA3aHBI C U3JIUIITKOM
T€HETUYECKOro MaTepuaia (IoJIMCEMHUS - HAJTUYUE OJTHOW WJIM HECKOIBKUX J100aBOYHBIX
XPOMOCOM; MOJIUTUIOU TN ; TYTUTUKALIMS ); C YTPATOM YaCTH T€HETUYECKOro MaTepuana
(HyIMCOMUSL, MOHOCOMMSI, JIEJEIHS); C XPOMOCOMHBIMH MEPECTPONKAMU (TPaHCIOKAIUS;
pa3IMYHbIC IEPECTAHOBKHU YUYACTKOB XpoMocoM). PaznuuaroT Takke rpynisl X. 0.,
00yCJIOBJICHHBIX U3MEHEHUSIMU MOJOBBIX U HEMIOJIOBBIX XPOMOCOM.

e Tpucomus (ot rped. tri-, B CJIOKHBIX CIIOBaX - TPH U SOMa - TeJI0) — HaJH4YKe B
XPOMOCOMHOM Habope JUIIJIONIHOTO OPraHu3Ma OJTHOM MJIM HECKOJIBKUX JUITHUX XPOMOCOM,
HE TOMOJIOTHYHBIX ApYT Apyry. Opranu3msel (WK KJIETKH), Y KOTOPBIX OJIHA, JIB€ WX OOJIbIlIee
YUCJI0 XPOMOCOM IPEACTABIECHBI TPEMSI TOMOJIOTaMH, Ha3bIBAOTCS MPOCTHIMU, IBOMHBIMU U T.
1. TpucoMuKamu. T. - pe3yabTaT HepacXOKICHHUSI XPOMOCOM IPHU JIEICHUH KIETKU. T. 1o
OTJEIBHBIM XpOMOCOMaM MPUBOJUT K TSHKEIBIM 3a00J1€BaHUSM.



MOHOCOMMS = OTCYTCTBHE B XPOMOCOMHOM Ha0Ope JUILTIOMIHOIO OPraHMU3Ma OJHOU XPOMOCOMEL.
Knerky unu opranusm, y KOTOPbIX Ta WK MHAS TOMOJIOTUYHAs XpOMOCOMA MPEACTABICHA B €IMHCTBEHHOM
YHCJIe, Ha3bIBAIOT MOHOCOMHUKOM. MOHOCOMUS - pE€3yJIbTaT HAPYIICHUMN ITPU PACXOKICHUN TOMOJIOTUYHBIX
XPOMOCOM, YTO Yallle MPOUCXOAUT B MOJOBBIX KJIETKaxX (IIpy MEi03€), HO BO3MOXHO U B KJIETKax TeJa -
comarnueckux (mpu muto3se). Harpumep, 6ombHble cunapomoM IllepemeBckoro-TepHepa - MOHOCOMUKH TI0
MOJIOBOM X-XPOMOCOME.

Hesenust (ot nar. deletio - yHHUTOKEHHE) — MOTEPS ydacTKa XPOMOCOMBI. Jleerst MOKET ObITh
CJIEZICTBHEM pa3pblBa XpOMOCOMBI WIIA PE3YJIBTATOM HEPABHOIO KPOCCUHIOBEpa. Jlenenun noapasaeistorcs
Ha MHTEPCTULIMANIbHBIE (IOTEPS] BHYTPEHHETO YYacTKa) U TEPMUHAJIbHBIE (ITOTEPsS KOHIEBOTO YYacTKa).

Hyauucomus (ot nar. nullus - HUKako#, HECYIIECTBYIOIINI U rped. sOma - TeJi0) — THIT TCHOMHOM
MYTalllH, 3aKJIFOUAOIINICS B OTCYTCTBHH B KJIETKaX OpraHU3Ma KaKoW-In00 mapbl XpOMOCOM, B HOpME
MpUCYIIe TaHHoMY Buay. OpraHu3Mbl ¢ HYJUTUCOMUEH Ha3bIBAIOTCS Hy/UTMCOMHKaMu. Hymmmucomust, B
0COOCHHOCTH Y BBICIIIMX KUBOTHBIX, OOBIYHO BEIET K THOETN OpraHu3Ma.

TpaHc/IOKaIMs — B reHETHKE THIT XPOMOCOMHOM MEPECTPOUKH (MyTaIHH ), 3aKITFOYAIOICHCS B 0OMEHE
y49acTKaMHu XpPOMOCOM; 9acTO MIPUBOIUT K CHUKEHUIO TIJIOJJOBUTOCTH JKUBOTHBIX U PACTCHHM.

IMounIoOuaU - Hac/IeACTBEHHOE H3MEHEHHE, CBSI3aHHOE C KPATHBIM YBEIMYEHHEM OCHOBHOTO YHCJIa
XpOMOCOM B KJIeTKax opranuszma. [lonurionus mypoko pacnpocTpaHeHa y pacteHuit. OObIYHO y
MOJIMTIJIONTHBIX PACTEHUH O0JIee KPYITHbBIE pa3Mephl, TOBBIIIEHHOE COIEpKaHUE Psifa BEIIECTB, JIydIlas
YCTOWYUBOCTD K HEOIArOMpUATHBIM yCIIOBUSM BHEIIHEH cpeibl U T.I. PaznuyaroT 1Ba TUIA MOJUILIONIOB:
ayTOTIOJIUILIOUIbI U AJITIOTIOJIUTLIOUIBI.

JAynmiMaKanms - pa3HOBUIHOCTH XPOMOCOMHBIX TIEPECTPOCK, TIPH KOTOPBIX KAKOH-THO0 y4acTOK
XpPOMOCOMBI B TalJIONAHOM Ha0OpE OKa3bIBAETCS MPEACTABICHHBIM JBa pa3a. | eTepo3uroTHsie mo
DYTUTMKALIMKY 0COOM HECYT JBE€ J03bl TyTUIMLIIMPOBAHHBIX T€HOB, TOMO3UTOTHBIE - YeThIpe. Paznuuaror
BHYTPUXPOMOCOMHYIO U MEXXPOMOCOMHYIO TYIUIUKALIUU



Tunbl HAcNeacTBEHHOCTU

1. AyTOCOMHO-IOMMHAHTHBIA THII HACJIEIOBAHUS:
— a. [Ipu nocratoyHOM YHUCII€ TOTOMKOB MIPU3HAK OOHAPYKUBAETCS B KAXKIOM IMOKOJICHUN
— 0. Penkuit mpu3Hak HacieayeTcss IPUMEPHO MOJOBUHOMN JeTen
—  B. ITOTOMKHM MY>KCKOTO 1 KEHCKOT'O I0JIa HACJIEIYIOT 3TOT MPU3HAK OJJUHAKOBO
— 1. O6a poguTenst B paBHOM Mepe MepelatoT 3TOT MPU3HAK JETIAM
2. AyTOCOMHO-peneCCUBHBbII THII HACJIEIOBAHMS:
— a. [Ipu3Hak MOXET nepeaBaTbCsa Yepe3 MOKOJIEHNUE TaXKe MPU JOCTATOYHOM YHCIIE TOTOMKOB

— 0. [IpusHak MOXXET MPOSBUTHLCS y JIETEH B OTCYTCTBHE €ro y poautenei. OoHapyxuBaeTcs Toraa B 25%
CJIy4acB y JAeTeu

—  B. [Ipu3Hak Hacnemyercst BCeMU JETbMH, €CIIH 00a poAUTENsE OOJIbHBI
— . [Ipusnak B 50% pa3BuBaercs y JA€Tei, €CIU OJUH U3 POIUTENEH 00JieH
— 1. [IoToOMKH My»CKOTO U 3K€HCKOTO I0JIa HACIEAYIOT 3TOT IPU3HAK OJIMHAKOBO

3. Hac.JIeszaane, cueIvieHHoe ¢ X XPOMOCOMOM, €CJIM I'eH, KOHTPOJIUPYOILIMH IPOsABJIeHHUs IPU3HAKA, -
peuecCHBHBIN:

— a. My>X4MHBI HACJEAYIOT Yallle, YeM >KECHIIUHbI
— 0. Hacnenytot Takoii mpu3HaK J€BOYKH TOJHKO OT OTIIA

— B. B Opakax, rae 06a cynpyra 310pOBbl, MOTYT POAMTHCS JIE€TH, UMEIOIINE €r0, IPU 3TOM OH HaCJeIyeTCs
50% cerHoBer u 100% 310pOBBIX qoUepeit

— I HpOCJ’Ie)KI/IBaeTCH 4CpCaoBaHUC OOJILHBIX MYJXYHH B IIOKOJICHUAX: TAC UX 60J'II)IH€, rac - MCHBIIC

4. HaciienoBaHue, cuemnieHHOe ¢ X XpOMOCOMOii, eCJIM FeH, KOHTPOJIMPYIOIIUI NPOsSIBJICHUS MPU3HAKA, -
JAOMUHAHTHBIN:

— 4. MY)K‘-II/IHLI HaACJICAYIOT PCKC, UCM KCHIIIMHBI

— 0. Eciiu mpu3HaK TONBKO y CYNPYTH, TO HACJIEAYIOT €ro Bce AeTH (MaTh TOMO3UTOTHAs ), WU TIOJIOBUHA JAETEH
(MaTh reTepo3uroTHas )

— B. Eciii TonpKO y cynpyra, TO HaclIeyroT BCE JIULA KEHCKOIO 10J1a
5. HacaenoBanue, cuenjieHHoe ¢ Y XpOMOCOMOM:
— a. CrpagaroT TOIBKO CHIHOBBS, B KaXKJIOM MTOKOJICHUU TIPOSIBIISIETCS, €CIU OTell OOJIEH.
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Cunopom Illlepueeckozo-Tepnepa

M3BeCTHO, YTO MOJI )KEeHIIMHBI 1 MY:KYMHBI ONPele/IAeTCsl HAJTUYHeM JIBYX MOJOBbIX XPOMOCOM: Yy
JKeHIMUHBI - XX, y My:k4HMHBbI - XY xpomocom. [To1oBass mykckasi Y-xpomocoma Haubosiee
YYBCTBUTEIbHA K BJIUSIHUSIM OKPY:KaKOIIeil cpeabl, IBJIAACH «IIPOBOIHUKOM 3KO0JIOTHYeCKOi
HH(OpMAaNUK B reHOM». Bo3elicTBHE PEHTIeHOBCKHMX M YJbTPAa(H0JIeTOBBIX Jy4Yel BbI3bIBAIOT
MYTalluM U Aejennu (ynanenus) reHos. [1o 1anHbIM psiga nucciiegoBaresieil y COBpeMeHHbIX MYKYHH
Y-xpoMocoMa 3HAYMTEIbHO MEHbIIEe X-XPOMOCOMBI U I0X0KAa HAa MaJIeHbKYIO OyKkBY “v”. Eciiu X-
xpoMocoma coaep:kut 0k0J10 3000-4000 renoB, To My:KCKasi 0JI0Basi Y-XpPOMOCOMA COCTOMT BCEro u3
26-33 reHoB (M3HA4YAJIBHO OHA coaep:kaja 0osee 1500 renos). [Ipogoskaromeecss yMeHbleHue Y-
XPOMOCOMBI, a 3aTeM M ee MOJHOe pa3pylIeHHe MOKeT NPUBECTH K CHJIbHOI MOAM(PUKALINH MYKCKOI0
10J12 ¥ NMOSIBJICHUIO CHAYAJIa B 00JILIIOM KOJIHYECTBE FOMOCEKCYAJINCTOB, 0eCIJIOAHBIX MYKYMH U
MYKYHMH € ?K€HCKHM THIIOM NOBeJeHMS, B CBA3H C JOMHUHHPOBAHNEM X-XPOMOCOMBI, a 3aTeM
HeI0Pa3BUTHIX KEHOMOAO00HBIX CYHIECTB, KOTOPbIE He CIIOCOOHBI K PoaaM, T.e. Joeil ¢ oqHol X-
xpoMocomoii (XO). [lerenepanusi Y-XxpoMocoMbl ObljIa BbIsiBJIeHA Y 5-15% 0ecniioAHbIX MYKYUH.
IMo3ToMy Haxke MUKPOCTPYKTYPHbIE H3MEHEHHS B MOJOBBIX XPOMOCOMAX MOI'YT IPUBECTH K
oecrioguro. Jiroam ¢ oaHoi X-XxpoMoCcOMOH yiKe eCTh: 3TO JIIoaH ¢ cuHapoMoM Illepiesckoro-
TepHepa, KOTOPBIH BCTpedaeTcsi KAK Y MY»KYMH, TAK M Y JKEHIIMH. Y JII0OAeH ¢ 3TUM CHHIAPOMOM
BEPXHSS YaCTh TYJOBHIIA TAKAS e, KAK Y MYKYUH, HUZKHSSI — KAK Y JKeHIIMH. B HACTOs1IIee BpeMs
3TOT cHHAPOM BeTpedaercs y 1 u3 3000 mykuuH. Tak:ke ecTh onaceHus , YTO U3-32 NMOCTEINEHHOI0
paspyumieHusi Y-XpOMOCOMbI U HAPYLIEHUS CIIEPMATOreHe3a, Pe3K0 CHU3UTCH NMPOLEHT POKACHUS
MAJIBYUKOB. A B KOHEYHOM cYeTe MAJTbYMKH U BOBCE MEePECTAHYT POKAATHCS.

HN3MmeHeHus1 B MOJIOBBIX XPOMOCOMAaxX Hal/onaeTcs 1 'y skeHInH. HeOsiaronpusiTHble aHTPONOTreHHbIE
(hakTOpPHI MOTYT IPUBECTH K OBICTPOMY PA3PYyLICHUIO, 2 IOTOM U MCYE3HOBECHUIO OHOM U3 X-
XPOMOCOM M K NMOSIBJICHUIO CHAYAJIa B 00JIbIIOM KOJMYeCTBE JeCOMIHOK, 0eCIJIOAHBIX H
MY’KelOA00HBIX KEHIIMH KAaK pe3yJbTaT pa3pylieHus TeHOB B X-XpOMOCOMe, a 3aTeM BCe TeX Ke
HEJ0PA3BUTHIX KEHIIIUH, T.e. Jrjaei ¢ onHoi X-xpomocomoii (cunapom lepmesckoro-Tepuepa: XO).
IIpouecc pa3pynieHusi FeHOB B MOJIOBBLIX XPOMOCOMAX Y 'KEHIIUH MAET MeJICHHee, YeM Y MYKYMH.
KOJIMYEeCTBO MYTALIMI FeHOB Y KEHCKHX 0c00ell KaK YeJI0OBeKa, TAK M »KMBOTHBIX IPOUCXOAUT B 4-6
pa3 MeHblIe, YeM y MyxkckuX. OaHa u3 npu4nH 0ojiee MeAJEeHHOM IereHepannu, BO3MOKHO, CBSI3aHA €
HAJINYHEM JABYX X-XpOMOCOM, KOTOPbIe TyOJMPYIOT APYT APYyra. Y My»K4YHH JH00Oble HI3MeHeHus B Y-
XpPOMOCOMeE MPOSIBJISIIOTCH B CJIeAYIOLEeM MOKOJICHUH MAJIbYUKOB.



Cunopom Illlepuesckozo-Tepuepa




Bcerpeuaercss npruMepHO B OJHOM ClIydae Ha 25 ThIC. )KUBOPOKACHHBIX JeTel. PUCK
YBEJIIMYHBACTCS MPOMOPIIHOHAIBLHO BO3pACTy OepeMEHHOM KeHIUHBL. B 75%
ciy4aeB cCUHAPOM llaray BO3HMKAET, KOIIa M0/ HOJIYy4aeT Tpu 13- XpoMOCOMBI
BMecTO IBYX. Okono 20% ciiydaeB CBs3aHbI C TPAHCIOKAIIUEH N30BITOUHOM
XPOMOCOMBI. YHACJEIOBAHHAS TPAHCIIOKAIUS YBEIIMYMBAET BEPOATHOCTD
MOBTOPEHUS CHUHJIPOMA B CJIEAYIOIIEM MOKOJICHUU. XPOMOCOMBI 000UX pOoAUTECH
HEOOXOMMO UCCIIEI0BATh, YTOOBI YCTAHOBUTD, SIBJIICTCS JIU TPAHCIOKAIIUS
YHACJICIOBAHHOM.

CHUMIITOMBI. Jletu ¢ cunapomom Ilatay mMeroT cxoaHbie (pu3ndeckue
OCOOEHHOCTH: MaJICHbKas rojioBa, MOKaThIi Npo(uiis, MaJICHbKHUE IJ1a3a,
MOPAXEHUS KOXKU WU JIBICUHBI HAa TOJIOBE, HCHOPMAJIbHBIE YIITU, PACHICTICHHBIE
BEpXHsIsl Ty0a ¥ HEOO, JTUIITHUE MaJbIIbl HA pyKaxX WM HOTrax (TOJIMAAKTHIINA).
MHorue netu ¢ cuaapoMmoM [latay uMErOT BpoKAE€HHbBIE OPOKHU CEP/ILIA U
MOYETOJIOBOU CUCTEMBI.

bonpmmHCTBO ,HGTGP'I YMHUPACT B TCUCHUC TICPBOTO Iogd KM3HU, HCKOTOPHIC
JAOKUBAIOT 10 ABYX JICT. BrrkuBIIne oTCTaroT B YMCTBCHHOM U (I)I/IBI/IIICCKOM
Pa3BUTHUH U 9aCTO CTPAAAIOT SITHJICTITUICCKUMHA paCCTpOﬁCTBaMH.

JIEHEHUE. HcnpaBuTh XpOMOCOMHBIE HAPYILIEHUSI HEBO3MOXHO. KoMIuIekcHas
paboTa rpynibl pa3iudHbIX CICHUATMCTOB 3aKJIFOYAETCS B MOCTOSIHHOM KOHTPOJIE
32 COCTOSIHUEM 3JI0POBbsI OOIBHOTO U MOAJIEPIKKE CEMbH.



Cunopom llamay




Cunopom Joeapoca
(cunopom 18-mpucomuu)

Bcerpeuaercst B oqHoM cirydae Ha 6600 :kuBopokaeHHbIX, 0YTH 80% mopaxkeHHbIX —
neBOYKH. PHCK ero nosiBjieHusi yBeJN4YNBACTCS MPONOPIHOHATBHO BO3PACTY
OepeMeHHOM xkeHIIUHBI. B 95% ciaydyaeB cunapom JaBapaca nosiBjasieTcsi, €CJim BMECTO
AByx 18-x xpomocom pedeHKOM yHacaeA10BaHO TPH. B ocTajibHBIX 5% ciyyaeB CHHAPOM
JnaBapAca BbI3BAaH TPAHCJIOKAaNUel, B KOTOPoH n30bITouHas 18-1 xpomocoma
NPUCOCAUHACTCS K APYroi xpomocome. B ciryyae yHac1e10BAHHON TPAHCIOKALMM PUCK
MOBTOPEHMsI CHHAPOMA JABap/Aca B CJIeAYIOIeM IMOKOJEeHUH J0CTAaTOYHO Beauk. /i
TOT'0 YTOOBI ONpPeeJIUTh, IBJISIETCH JIM TPAHCIOKAIUA YHACIEIOBAHHOMN, HEO0X0AMMO
HCCJIEA0BATH XPOMOCOMBI 000MX POAMTEJICH.

CHUMIITOMBI. letu ¢ cMHAPOMOM JABapACa 00BIYHO POKIAITCH MEPEHOMICHHBIMHU, HO
€ 3HAYMTEJbHBIM OTCTABAHHEM B PAa3BUTHU M MAJIECHbKUMH OTHOCUTEJIBHO BO3PacTa
wioaa. Pusnyeckue NMPOABJICHUA CHHAPOMA JABAPACA BKIKYAKT YIJIUHEHHYIO I'0JIOBY
CO 3HAYMTEJbHBIM BbINSTYMBAHUEM Yepena y 0OCHOBAHMS, MAJICHbKUE HIUPOKO
paccTaBjieHHbIE IIa3a, MAJIEHbKHE POT U MOA00POAOK, HU3KO PACIOJI0KEHHbIE 1
nepopMHpoOBaHHBbIE YIIIM, KOPOTKYIO rpyauny. HaubOoJsiee xapakrepHasi yepra — CakaTbli
KYJIaK € YKA3aTeJbHbIM MAJbIEM, IEPEKPbIBAIIINM JAPYrue Najbibl; 00JbIIOH MaJjel]
4acTo HeAOPA3BUT WIHM OTCYTCTBYET, HOI'TH HA PYKAaX U HOraxX TaK:Ke ObIBAKOT
Henopa3BuThIMU. IIpu cuHapoMe JaBapaca HepeaKo BCTPEYAKTCH MOPOKHU Cepala U
MO4eK, JerKuxX U Jua(parvbl, a TAKKe IPhLKHU.

OO0bIYHA CHJIbHAS YMCTBEHHAS OTCTAJIOCTh. 3HAYMTEIbHOE YHCJIO0 IeTeH :KUBeT He Dosiee
HECKOJIbKHUX MecsleB, a 00JbIIHNHCTBO — He 0oJible roga. HemMHorue 10:xuBaroT 10
IOAPOCTKOBOI0 BO3pacra.

JIEYEHUE. Cnoco6a ncnpaBuTh XpOMOCOMHBIE HApyHIeHUus HeT. Padora rpynnbl
Pa3JIMYHBIX CHIENHAJNCTOB HANPABJIEHA HA TO, YTOObI 00€CIIeYUTh MOCTOSIHHBIN
KOHTPOJIb 32 COCTOSIHMEM 310POBbs PeOCHKA U MOAAEPKKY CEMbH.



Cunopom Ioeapoca




Cunopom /layna
(cunopom 21-mpucomuu)

Bcerpeuaercst B oqHoM citydae Ha 7—10 ThIC. ®KHUBOPOXKACHHBIX JETE 000UX MOJIOB BO BCEM MUE.
BepoaTHOCTh ero MmosiBIeHUsI yBEINYUBACTCS B 3aBUCMMOCTH OT BO3pacTa OepeMeHHOM-KEHIIUHBI, a
uHorna u otia. Cunnapom Jlayna — Haunbolee pacpocTpaHEHHOE TeHETHYEeCKoe 3a00IeBaHueE,
BBI3BIBAIOIIEE YMCTBEHHYIO OTCTaNOCTh. [Ipu cunapome Jlayna ruiog Hacnenyer Tpu 21-e XpoMOCOMBI
BMECTO JIBYX. DTO Ha3bIBaeTcs Tpucomueit-21. 95% Bcex mroneit ¢ cuaapomoM JlayHa umeror
KJIACCUYECKYIO TPUCOMHIO, T. €. KayKJasl KJIETKa Tela COAepKUT Tpu 21-e xpomocomsl. [Tpumepno 4% Bcex
Jrofielt ¢ cuHapoMoM JlayHa UMEIOT TpaHCIOKalUKh. DTO 03HAYaEeT, YTO U30bITOYHAs 21-s1 XxpoMocoma
IpUCOEINHEHA K KaKoi-11bo apyroi xpomocome. Hexotopsie ironu ¢ cunapomoM Jlayna nuMeroT
MO3an4HbII HA00p XPOMOCOM, T. €. YacCTh KJIETOK COIEP KaT HOPMAJIbHOE YHCIIO XpOMOCcOM — 46, a ipyrue
— 47. Ecnu TpaHCIOIMPOBaHHASI XpPOMOCOMA MJIM KOMOWHAIIHSI XpOMOCOM YHACJIE0BaHa OT OJHOTO U3
poauTeneil, BEpOATHOCTh MOBTOPHOTO MOSBICHUS TPAHCIOKALIUY B CIEAYIOIIEM MOKOJIEHUHU KOJIeOneTcs OT
3 1o 15%. Jlns onpeneneHus yHacIeOBaHHON TPAHCIOKAIIMA HEOOXOAMMO UCCIIEI0BATH XPOMOCOMBI
o0oux poauteneil. BeposTHOCTh NOBTOPEHUS KJIACCUYECKON TPUCOMUH cocTaBisieT 1—2%.

CHUMIITOMBI: ILiockoe nu1l0, MOHTOJIOUIHBIM pa3pe3 I71a3, OTKPBITHIN POT, KOPOTKHI HOC, IJIOCKAs
MIEPEHOCHUIIA, KOCOITIa3Ue, MUTMEHTHBIE MATHA M0 KParo paayKKH; YBEJIMUYECHUE ONIEPEUYHOTO pa3Mepa
TOJIOBBI TIPY OTHOCUTEIBHOM YMEHBIICHUH MPOJIOJIBHOTO pa3Mepa; MIIOCKUH 3aThIIOK; Ae(hOpMUPOBAHHBIE
HU3KO NTOCAKEHHbBIE YIIIN; apKooOpa3zHoe HeOOo, 3yOHbIe aHOMaIMK, OOPO3AYaThIi A3BIK; KOPOTKAs IIMPOKas
nies, KOJKHasl CKJIaJIKa Ha 11e€ Y HOBOPOXKIAEHHBIX; KOPOTKHE KOHEYHOCTH, MTOBBIIIEHHAS MOABUKHOCTb
CyCTaBOB; JieopMalusi TpyJHOM KJIETKHU (KUJIEBUIHAS WIH BOPOHKOOOpa3Hasi; MbIllIeYHas

cJ1a00CTh; BPOXKIACHHBIE IOPOKH CEP/ILIa; ONEepedHas J1aJOHHAsl CKJIaJKa; YMCTBEHHAs! OTCTaI0CTb.

YMCTBEHHas OTCTAJIOCTh MOXKET OBITh BbIpaxkeHa B pa3Hoii creneHu. [loBeeHne U ICUXUYECKOE Pa3BUTHE
TaKxe BapbupyroT. Jlrogu ¢ cuHapoMoMm JlayHa CKIIOHHBI K OOJE€3HSIM OPTaHOB CIyXa U JbIXATEIbHBIX ITyTEH.
Kpome Toro, y Hux B 20 pa3 ydaiie, yeM 00bIYHO, Pa3BUBACTCS JICHKEMUSI.

JIEUEHHUE. XpoMocoMHbBI€ HapyIIEHUSI YCTPAaHUTh HEBO3MOXKHO. HabmroaeHue rpyIsl CrienuaiucToB,
XUPYPTrUYECKOE BMEIIATEIHCTBO C LIEJbI0 UCIPABUTh BPOKICHHBIE TOPOKU U AaHTUOMOTUKH C LIEJIBIO
JieueHUs UH(PEKIMOHHBIX 3a00JIEBAHUI MOTYT CYIIECTBEHHO MPOTIUTH KU3Hb JIIOIeH ¢ CHHApoMOoM JlayHa.
Pannee BMeIaTenbCTBO U MOCTOSIHHAS 3200Ta O 3J0POBBE, a TAKKE CHEIIMAIBHOE BOCIIUTAHUE OYECHb
BaXXHBI, YTOOBI TOMOYb OOJBHBIM JIFOJSIM HanOoJiee TOJHO Pa3BUTh CBOM CIIOCOOHOCTH.



Cunopom /layna

............ EHEBBE%%EEEE

Kapnotun (XpoOMOCOMHbIN Habop)
Yyerioeeka c cmHgpomom [ayHa. B 21-n
nape TP XPOMOCOMbI BMECTO ABYX



Hanoporus,

BO3IHUKHOBEHHH

HeBeJIuKA.
TaxkxuamMm o6pazom, NPpHUH3HAKH, OTJIiHUYAa-

A0JIA HACJAeOCCTBEeHHOCTH B
KOoCcCoJr1aitocTHa O4d9eHb

IOIHECsT BbBICOKHMM  YPOBHEM KOHKOD-
JAaHTHOCTH, B 3HAYHTEJILHOH HJH IIpe-
oGs1anamwileH CcTerleHH NAeTEepMHHHPY-

IOTCsl FT€EHeETHHEeCKHMH (paKTopamMHd U Ma-
J1O NonaBepIKEeHbI BJHSAHHIO YCJIOBHH
cpenel. I'IpuzHaky, XapaKTepH3yoliHe-
Cs BBICOKOH NHCKOPDAAHTHOCTBLIO, HAIIPO-
THEB, B OCHOBHOM OIINPeASJIAIOTCH BJIHSA-
HHUEeM cpenbl.

He craenyer aOymMaTbh, YTO MOHO3H-
roTHbI€ GJIM3HEellbl BCeraa NOJI>KHbI OLITE
abCcoOJIIOTHO IIIOXOOHBI AOPYTI AOAPYTLY
KadecTBEHHbBbIM HNpH3IHaxKam. llIpug
OTJHYHE MOTYT OBITE MYTAILHH CQ
YEeCKHX KJIeETOK M BapHAalL¥uH B
CHH reHoB Ha BCexX 2Tanax
BKJAOUYAsSA camMble paHaHUHe.
npHuMepa MOXXHO I[IpHBEg
MOHO3HIOTHBIX cecTep
KapHOTHIIOM, OOoHAa H
Jia remodusiue, a
3HUTOTHOH HOCHTE

TpaKkre-
“ca yeJsio-
“HHBbIX 2HO-
- Peayc-dax-

| 59 [,) OJICTBCEHHBLI X
i€eTH4YeCKoOoe HOH -

G
menmumnrua. MHarepec,

npo YHeHBIMH BCero mdapa
K TBEHHOCTH JeJsioBeka, He
CcIIy Yy B nocaenHue OEeCSaTHJIETHS
YeJIOBPRECTRO TECHO conpuKacaeTcst

C YUYSKABIMM HJISI HEero XHMHBYeCKHMU
BellecreamMu. *HHCHO TAaAKHX BellecTs,
NIPpHUMEHSAEMbIX B OBITY, CEJIBCKOM XO35H-
crBe, INHUeBOoH, (apMaKoOJOrHdYeCcKOH,
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JIUH 6e3 JIpOsSBJIEHHS IIPDUH3HaAKOB O60O-
JIe3HH. JIlHucKOoOpIaaHuTHO MEe>KAy ce-
cTpaMH BO3IHUKJIA, B
C TeM, UYTO HAa paHHGg
HHAKTHBAILHA X -
riporexKaJsia rno-

IHMcocnons3zog

BbBIBO,
oro op-
BHsI Ie-

oripejaesJIiThL
penbt B oOopnMH-

BenyTcsl Habnmone-
X3IHOAHUEeBbIMHY GJH3HE -
HBIMH MEeXXKAY cTrpadamM#Hc?
iruTe TPYJAHOCTH B IIpHMEeHEe-
MeTOona B reHETHKE UeJioBeKa?

IpUuMepb! IMIPH3HaKOB HJIHU
J OrNnpeae/iIeHHbIX GJIH3HEeILOBbIM MEeTO-
TO TaKoe KOHKODIAAHTHOCTE ? Koraa
HCONMOJB3YETCH TOT INoKaaTeJib B reHeTHKEe
oBpexar?

HEeEKOTOPDbLIX HAOACJICeNCTBCH HBIX

KOCMEeTHIECCKOH I[IPOMbIIIJIEHHOCTH H B
APYruax obGJsiacrtTsax JesSTeJIBHOCTH JIoaeH,
B HAaAcTOsLLee BpemMsi orpomao. Cpenu
BTHX BellleCcCTB €CTkh H TaKHe, KOTOopbIe
BbISBLIBAIOT MYTAaAllHH.

Biaiaronapsz Pa3BHTHIO Me [ HLLH H bl
HeJIOBEK HAYYHJICH OOoOpoThCs C OYEeHb
MHOIrumMH 3aboseBaHHuAMHA. OH yCrieuiHoO
3amHiIraeT cetsI OorT COJVILIUIHMHCTERA OUEeHb
OMAacHbIX HHMEKILTHOHHbLIX 3a80oJIeBaHMUH:
OCNbl, UyMbi, XOJI€phbl, MAJSPHH H OD-

XapaKTepUucTrHKa MY TANMMOHHOIO
npoinecca y gWenoBeka. HacrTora XpoMo-
COMHBIX MYTAIIHH Yy dY9ejJio0BeKa BeJIihuKAa
H sABJISI€TCsI IPpHYHHOH HAapyIUeHHHE (1o
4024 ) Y HOBOPOMXKMAEHHbIX. KpomMe YyIIo-
MHHABILHXCS XPOMOCOMHBIX OOJIeE3HEH




CuHApPOM «KOoLlaYbero Kpuka»

CuHIpoM Kolllaubero Kpuka (5p-) 00yCclIOoBIIEH JAeeIie KOPOTKOTO Iieya S-i
xpoMocoMmbl. [lonynsiimonHast yactora cusapoma -tpumMepHo 1:45 000.

JI71s1 JTaHHOTO CUHIpOMa Han0oJIee XapaKTePHbI CEHUPUUECKUI T1J1a4,
HaIIOMHUHAIOIIUN KOLIaYhe MSyKaHbe, TyHOOOPa3HOE JIMI0, MBIIIIEYHAs TUIIOTOHMS,
YMCTBEHHOE€ U (DU3UYECKOE HEIOPA3BUTUE, MUKPOILIE(halinsi, HU3KO PACIOI0KEHHBIE,
uHorna 1eOpMUPOBAHHBIC YIITHBIC PAKOBUHBI, SITUKAHT, AaHTUMOHTOJIOMIHBIN
pa3pe3 Ia3HbIX een, kocorasue. Maorna HadmonarTes arpodus 3pUTeIbHOTO
HEpBA ¥ OYarv JCNUTMEHTAIMU ceTYaTKu. Kak rnmpaBuiio, BRISBISIFOTCA TOPOKH
cepaua. Hanbosiee mocTossHHBIN MPU3HAK CUHIpOMA - "'KOIlauuii Kpuk' -
00yCJIOBJIEH U3MEHEHUSIMUA TOPTAHU: CY>KEHUEM, MATKOCTBIO XPSAIIEH, OTEUHOCTHIO
UJIM HEOOBIYHOM CKJIaI4aTOCThIO CIU3UCTON 000JI0UYKH, YMEHBIIIECHUEM
HaJIrOpTaHHUKA. VI3MEHEHUsI APYTrUX OPraHOB U CUCTEM HECTICIU(PUYHBI.

Ipoxo/KUTEJIBbHOCTD KU3HU Y 00JBbHBIX € 3TUM CHHAPOMOM 3HAYMTEIbHO
CHUKEHA, TOJbKO 0K0J10 14% 13 Hux nepexkusat so3pact 10 jer.



CvHAOPOM «KOLWAYbero Kpuka»




Cunnpom KnaliHdenbrepa BKIIOUAET Clydau MOJUCOMHUU IO TIOJIOBBIM XpOMOCOMaM, MpH
KOTOPBIX UMEETCSI HE MEHEee JByX X-XpPOMOCOM U HE MeHee ofHOM Y-xpoMocombl. Hanbomnee
4aCTO BCTPEYAOIIUNCSA U TUITAYHBIN 1O KIIMHUYECKON KapTUHE CUHIIPOM — 3TO CUHAPOM
Knaitndensrepa ¢ Habopom 47,XXY. DTOT cuHIpOM BcTpeudaeTcs ¢ yactotou 1:500 — 1:750
HOBOPOXKAEHHBIX MAJIBUUKOB. BapraHThl MOIMCOMUM C OOIBIIMM YUCIOM X- U Y-XpPOMOCOM
BCTpevaroTces peako. KinmHu4eckn oHM Takke OTHOCITCS K cuHapomy KnaliHdensrepa.
[IpucyrcTBre Y-XpoMOCOMBI oripeaesisieT GopMUpOBaHUE MYXKCKOTO moja. Jlo nmepruonaa
MIOJIOBOTO CO3PEBAHMS MAJIBIUKH. PA3BUBAIOTCS MTOUYTH HOPMAJILHO, JIUIIb C HEOOJIBIIIUM
OTCTaBaHWEM B MICUXUYECKOM pa3BuUTUU [eHeTHUecKuii qucOaianc B CBsI3U ¢ 100aBOYHOM X-
XPOMOCOMOW KIIMHUYECKH MPOSIBIISETCA B IIEPHUOI TIOJIOBOTO CO3PEBAHUS B BUJIE HEAOPA3BUTUS
AMYEK U BTOPUYHBIX MY>KCKHUX IMOJIOBBIX MPU3HAKOB. CEMEHHBIE KAHAJIBIIBI YACTO
aTpo(UPYyIOTCs, a CIIEPMAaTO30HU bl HE BHIPA0ATHIBAIOTCS, YTO SIBJISICTCSA MPUUUHOMN
CTEPWIBHOCTH. Y MY>KYMH C cUHApoMOoM KialiH(ensrepa perucTpupyeTcs MOBBIIICHHbIN
YPOBEHb XapaKTEPHOTO IS KEHIIUH (OJIITUKYIIOCTUMYIUPYIOIIETO TOPMOHA, KOTOPBIi
BBIJICJISIETCSL C MOYOM; MOJIOYHBIE JKeJIe3bl YBEJIMUEHBI, OJJHAKO K JIAKTAIlUW OHU HE CIIOCOOHHI,
TaK KaK COCTOSIT U3 IJIOTHOM COEAMHUTENIbHON TKaHU. B niponecce Bo3amykaHus y OOJIbHBIX C
3TUM CHHJIPOMOM CKJIAIBIBACTCS €BHYXOHUJIHBIN TUI CTPOCHUS TEJIA: Y3KUE TUIEYU U TPYAHAS
KJIETKA, IMUPOKUM Ta3, c1abo pa3BUThIE MYyCKYJaTypa 1 BOJIOCSHOU MOKPOB Ha JIOOKE,
MOJIMBIIITKaMH, cJ1ab0€ OBOJIOCEHHE Jinia. bojbHBIE 00BIYHO UMEIOT BBICOKHM pocT. JIromau ¢
cunpomoM KiaitHenbrepa 00bIYHO O€3bIHUIIMATUBHBI U PEAKO CLIOCOOHBI K TBOPYECKOM
neaTenbHOCTA. OHU JIETKO MOANAOTCS BHYIIEHUIO U SMOLMOHAIBHO HEYCTOWYHBHI.
NHTENNEKT HEPEAKO IIPU 3TOM HE CTPANAET, XOTA B HEKOTOPBIX CIy4aesaX OTMEYACTCS
3aJIep’KKa YMCTBEHHOTO Pa3BUTHS, IOPOW MpUBOAsIIas K nedmibHocTU. [TouTn Beerna
YMCTBEHHAsI OTCTAJIOCTh BBISIBISIETCS Y OOJBHBIX C XPOMOCOMHBIM HabopoM XXXY win naxe
¢ XXXXY. BHenine Takux g€l MOXKHO YETKO UACHTUPUIUPOBATH KAK MY>KUYWH, OJHAKO
OHM CTEPHUJIbHBI U 00JIAIAI0T BHEITHOCTHIO €BHYXOB. HECKOJIBKO CIIIaiuTh MPOSIBIICHHE
cunpoma KiaitH(enbrepa MOXKHO ¢ TOMOIIBI0 MHBEKIUNA aHAI0ra MY>KCKOTO IMOJI0BOTO
TOPMOHA METUJITECTOCTEPOHA, KOTOPBIE Bpauyl PEKOMEHIYIOT HAUYMHATH JenaTh B Bo3pacte 10
— 11 ner. [loaTOMy OYE€Hb BaXKHO BOBPEMS UICHTU(UIIMPOBATH TAKUX OOJBHBIX, YTO MOYKHO
CHEJNaTh B PE3YJIbTATE aHAIN3a UX KIIETOK.






CuHppom ayonb-Y

Cungpom XYY xapakrepusyercs kapuoTurnom 47, XY'Y. OH BIIEpBbIE ONKMCaH B
1960 r. HacToTra cuHapOMa MO CPEAHECTATUCTUYECKUM JAHHBIM COCTABIISIET CPEAN
HOBOPOXKJIEHHBIX 0KOJI0 1:1000. MHOTIA MTPUBOASATCS 3HAYUTEIBHO 00JI€€ BHICOKUE
magaeie— 1:250.

HawnboJsee 4acThiM NMPHU3HAKOM SIBJISIETCSI BBICOKUM POCT, KOTOPBINA Y B3POCIIBIX
OOJIBHBIX COCTaBIIsIeT B cpeaHeM 186 cMm. OgHaKo 3TOT IpU3HAK HE SBIISIETCS
a0OCOJIFOTHBIM, TaK KaK B JIUNTEPAType UMEIOTCS ONMMCAHUS MYXYUH C KAPUOTUIIOM
47, XYY cpennero pocta. Y 4acTu OOJIbHBIX OTMEYAIOTCSl HEPE3KO BhIPAKEHHBIE
€BHYXOUIHBIE YEPTHI TETOCIOKECHUS U JUCIIIACTUYECCKUE TPU3HAKU: HEIPABUIIBHOE
CTpOEHHE 3yOOB, YBEIMUCHUE HIXKHEN YEIIFOCTH, aHOMAJIbHBIA MPUKYC, TCBUALIMS
KOJICHHBIX U JIOKTEBBIX CYCTABOB, PAIMOYJIbHAPHBIN CHHOCTO3. Y HEKOTOPBIX
OOJIbHBIX OOHAPYKHUBACTCSI MOBBIIIICHUE YPOBHS aHAPOTCHOB U
JTOTEMHU3UpYoliero ropMoHa. [lonoBas pyHkuus He HapyieHa. Hanuuaue
100aBOYHON Y-XPOMOCOMBI MOKET U HE COMPOBOXKIATHCS KITMHUYECKON
IIATOJIOTUEN, HO, HECOMHEHHO, OHO KOPPEIUPYET KAK C UHTEIIICKTYaIbHBIM
HEJIOPA3BUTUEM, TAK U C SMOLIMOHAIBHO-BOJICBBIMU HAPYIIICHUSAMHU.

[Ipy U TOr€HETUYECKOM HCCIIEIOBAHUM C TIOMOIIBIO JTIOMUHECIIEHTHOM
MUKPOCKOIHMH B OyKKaJbHBIX Ma3kax oOHapykuBaeTcsi Y-xpomatuH. [Ipu ananuze

KapuOTHIIa BBIABIECTCA JOIMOJIHUTCIIbHAA Y—XpOMOCOMa.



Tpucomusa X

YacrtoTra TpucoMun-X COCTaBIISIET CPEIM HOBOPOXKICHHBIX JEBOUYEK U JKCHILNMH
1:1000, cpenu ymMcTBEHHO OTCTalbIX — 0,59 %. BONBIIMHCTBO AE€BOYEK M KEHIIMH
C TpUCOMUEMN-X BBISBJICHBI CPe/IM OOJIbHBIX IICUXHUATPUIECKUX OOJIbHHUII.

Tpucomuto-X MHOTAA HA3BIBAKOT CUHAPOMOM TPHUILIO-X, OJHAKO 3TO HE ABJISAECTCS
000CHOBAaHHBIM: TPUCOMUA-X HE 00YCIOBIMBAET YETKOTO MTOCTOSIHHOTO
CUMIITOMOKOMILIEKCA.

Knuandeckue mposBiIeHUs BeCbMa MOJIUMOP(HBI, a Y YaCTH MAIIUEHTOB C
TprucoMuei-X BooOIIIe He 00HAPYKUBAETCS KaKUX-JIMOO OTKIOHEHUM B
(bH3UYIECKOM U TICHXUYECKOM Pa3BUTHH. BMecTe ¢ TeM OJHUM M3 YaCThIX
IPOSIBIICHUN TPUCOMUHM-X SBJISICTCS HETTyOOKass yMCTBEHHAsI OTCTAIOCTh, KOTOpast
orMmedaeTcs y 75 % 0onbHBIX. Oc000€ BHUMaHHE MIPUBIICKAET YacTOTa 3a00J1eBaHUS
mu3odpeHreil. Y MHOTUX OOJNBHBIX ¢ TPUCOMHKEH-X HAOIIOMAI0TCS 3aepKKa
(bH3UYIECKOTO Pa3BUTHSI, HETPYObIC TUCTUIACTHYCCKUE TTPU3HAKH: STTUKAHT, BEICOKOE
TBEpJ0€ He0O0, KITNHOAAKTUIINS MU3HHIEB. Pexxe BcTpedaroTcst 00JIbHBIC BBICOKOTO
pocTta. Y HEKOTOPBIX MAIMEHTOB OTMEYaeTCs OecIioaue, 00yCIOBICHHOE
HEJI0pPa3BUTHEM (POJIITUKYJIIOB.

JInarHo3 CTaBsT TOJIBKO MPU MUTOTCHETUYECKOM UCCIICIOBAHNUU: BBISBIISIOT 47
XPOMOCOM M JBOWHOM MOJIOBOM XpOoMaTHH. ONMUCAHO TaKXK€ MHOIO CJIy4aeB TaK
HazpIBaeMoil monucomMun-X: Terpacomus (XXXX) u nenracomusi (XXXXX) ¢
COOTBETCTBYIOILIUM YBEIIMYEHUEM KOJIMYECTBA TEJEL] ITOJIOBOI0 XpoMaruHa. B atux
CJIy4dasiX CTENEHb MCUXUYECKOT0 HEAOPA3BUTHUSI BEIpAXKEHA Ipydee U KOPPEIUPYET C
KOJIMYECTBOM JIOTIOJTHUTEIBHBIX X-XPOMOCOM.
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[ NoKoLepebpo3nao3bl

boJae3ns Iome — »>10 HanboJIEE YACTO

BCTpEYAIOIIasCs HACIEICTBEHHAs! 0OJIe3Hb
HapyIICHUs] HAKOIUICHUSI, IPU KOTOPOI
uMeeTcs 1e(pUIUT JTU30COMHOTO
dbepmMeHnTa, pacuIeIISIONIEeTo
HEPaMUITIOKO3Y, UTO TPUBOJIUT K
00pa30BaHMIO TaK HA3bIBAEMBIX KIJIETOK
[omre.

Kinnunyeckasi kKapruHa 00Jie3Hu:
OTMEYaEeTCs MPeodIIalaloliee YBEIMUCHHE
NapEeHXUMATO3HBIX OPraHOB, 0COOCHHO
cene3eHku. [Ipu 3ToM crieHoMeranus
COMPOBOXKAAETCS TUIOCIIIEHU3MOM C
TPOMOOITUTOTICHUEH, aHEMUEH U
neiikoneHuen. Haubonee gacto
MOPAKAOTCS TUCTAIIbHBIEC YaCTH
TpyOUaThiX KOCTeH, 75% OOJBbHBIX UMEIOT
ocreonopo3. KoctHeie Kpu3bl MOTYT
POTEKaTh C OCTPOM OOJIBIO.

boJse3ns ®adpu - Hacneayercs
cuemieHHo ¢ X-xpomocomou. [Ipuunnoi
3a0osieBaHus ABisieTcs: JeEeKT hepmeHTa
a-TaJlakTO3uIa3bl A.

OO6pa3yromuecs B pe3ysbrare aedexra
(dbepMeHTa NPOAYKTHI (TPUTE€KCO3WII- U
JUTANaKTO3UIILEpaMu/l) HAKaIlJIMBAIOTCS B
MOYEUHBIX KaHAJIbIIAX, B CEPICUHOM
MBIIIIIE, B CKEJICTHBIX MBIIIIAX, B
HEHpOHaX roJIOBHOTO MO3ra, B 3HOTEIINH
BCEX COCYZIOB. B mopaXeHHBIX TKaHIX
OOHAPYKUBAIOT NIEHUCTHIC KIETKH U
CyIaHO(PUIbHBIE TPAHYJIBI.

HaxonneHnne rmukonunuaa BeI3bIBACT
XapaKTEPHbIE CUMIITOMBI: OBICTPYIO
YTOMJISIEMOCTh, CHUIKEHUE OCTPOTHI
3pE€HUs, NOBBIIICHUE APTEPUATBHOTO
JaBJICHUSA. Y JNETE€N BO3HUKAIOT IPUCTYIIbI
JUXOPaJKH, 00U B pyKax M HOTax,
MIPOTEUHYPUSI, AHTHOKEPATOMBI.
[Iponoipkaroiieecs: HAKOTUICHUE JINMUI0B
MPUBOJIUT K MOYECYHOU U CEPACUYHOU
HEI0CTaTOYHOCTH B Bo3pacte 30-40 ser.



DeHUNKETOHYPUS

DenuniakeTonypus (PKY) - tskesioe HacieacTBeHHOE 3260/1eBaHNe,
HACTyHnamliee BCJeACTBHE BPOKIAEHHOT0 edexTa pepMenTa, 0TBEYAIOIIETO B
OpPraHu3Me 4eJI0BeKa 32 HOPMAJIbHbIM 00MeH (peHUTaIaHUHA (OXHOM U3
He3aMEHUMbIX AMUHOKHCJIOT, BXOASIIMX B COCTAB 0eJIKa).

IIpu 3a001€eBaHUM HAPYIIAKTCHA 00MEHHbIE NMPOLECCHl, 0COOCHHO BaKHbIE /1151
pPa3sBUBAKLIEroCs MO3ra pedeHka. B KpoBU U APyrux KUAKOCTAX OPraHU3Ma
HAKAILIMBAECTCH B 00JIbIIOM KOJUYECTBE (DEHUIAJIAHNH U MOBBILIECHO 00pa3yl0TCs
TaKHe BellecTBA KaK ()eHIINMUPOBUHOIPAIHAA, (PEHUTIMOIOYHAS U
(peHUTYKCYCHASA KUCJIOThI, KOTOPbIE BHIICJIAIOTCS B MOBBIIICHHBIX KOJUYECTBAX €
Mo4oi. CjieicTBMEM HAPYIUICHHOT0 00MEHA B MO3re SIBJISICTCS THXKEJI0e
NCUXHYECKOe HeaopasBuThe. Eciiv He mpeanpuHATO CBOCBPEMEHHOE JIeYeHUE, TO
00JIbHBIC HA BCIO 'KM3Hb OCTAKTCH [NIYOOKMMHU UHBAJIMAAMM.

IHocTtynawmmuii B opraiu3m (peHUuIaJIaHUH HAET HA MOCTPOeHne 0eJIKOBOM 1ernu
WJIM npeBpaiaercs B TUPo3uH. OTcyrcTBHre B eyeHu pepmenra
(peHMIATAHNHTHIPOKCHAA3BI IPENATCTBYET HOPMAJIBLHOMY MPEBPAILIEHU IO
penmnanannaa nuiny B Tupo3uH. [lodTomy peHnIaIaHuH UCIO0JIB3YETCS JIUIID
NpH CHMHTe3e 0eJIKa, a H30bITOK HAKAIJINBAETCS B KJIETKAX NMEYEHH U Monajaaer B
KPOBOTOK, I/1¢ KOJUYECTBO (PEHUIATAHUHA ABJIACTCH TOKCUYHBIM U1 KJIETOK
mo3ra. [louku He cpaBJsSIOTCA ¢ ero peadcopOumeii, B pe3yjabTare 4ero OH
BbIBOAMTCH ¢ MO4YOi. UMeHHO HAJIMUHKe 3TOr0 (pEeHUJIKEeTOHA B MOYe 110
OCHOBaHHE HA3BATh COOTBETCTBYIOIIEE MATOJIOTHYECKOE COCTOSIHUE
(peHnIKeTOHYPHCIA.




3a0oJieBaHNE HACEAYETCS MO ayTOCOMHO-PELIECCUBHOMY TUIy. YacToTa
roMmorctTuHypum coctapiisieT 1:200 000 HoBopokieHHBIX. B 0CHOBE 3200 1€BaHMS
JIEKUAT OTCYTCTBUE WK CHIXKCHUE AKTUBHOCTU (DE€pPMEHTA LIUCTATHOHUHCUHTETA3bI, YTO
BEJIET K HApYIIEHNIO OOMEeHa MeTHOHMHA. Ko(akTOpOM IIMCTAaTHOHCUHTETA3bI SIBJISCTCS
ButaMuH B6. [ToaToMy HabIIOnaeTcss UpUI0KCHHYYBCTBUTEIIbHAS U )
MUPUIOKCUHPE3UCTEHTHASI (DOPMBI. Y POAMUTENEH U POACTBEHHUKOB OOJBbHBIX YaCTO
OOHapY>KMBAIOT MN30QpeHut0. Pa1oM aBTopoB oTmMedaeTcsi GEeHOTUITNYECKOE: CXOACTBO
¢ 0osie3nb0 Mapdana. OHaKo, pY TOMOIUCTUHYPUHU B OTIIMYKE OT 00J€3Hn Mapdana
00Jiee BhIpKEHBI N3MEHEHN ST HEPBHOW CUCTEMbI, CHUKEHNE NHTEIICKTA U CYIOPOKHBIN
CUHJIPOM.

@opmbl 3200/1€BaHus: KIIACCUYECKas; CBsI3aHHAs ¢ Je(PUIIUTOM yTUIN3AIMU BUTAMUHA
B,; 00yciioBjieHHas HApYILICHHEM METaboI3Ma (HOTMEBOH KUCIIOTHL.

Kiianuecku eTu, 00JibHbIE KIIACCUUYECKOM (hOPMOM, HPH POKICSHUU BBITJISISIT
30POBBIMU. BO3MOXKHBI JIMIIB 3a7€pKKa pocTa U pa3BuTus. Jluarno3 oObIYHO
YCTAHABJIMBAECTCS MOCIE 3-X JIET, KOIJIa BBISBISCTCA HOABBIBUX XpycTainka. OCHOBHOU
PEHTIEHOJIOTUYECKUM MPU3HAK - TEHEPAITM30BAHHBIN 0CTeoropo3. [1pu
TOMOILIMCTUHYPUM HAOIIOAACTCS KIIMHUYECKUN OJTUMOP(DU3M.



[ uctnanHemug

3aboJieBaHNE BO3HUKAET B PE3YJIBTATE OTCYTCTBUSI MJIM HEJOCTATOYHOCTU AaKTUBHOCTH
dbepMenTa ructuaasbl. Hacnemyercs ayTocoMHO-perieccuBHO. s geTei mepBoro roja
YKU3HU TUCTUJIMH — HE3aMEHUMAasl aMUHOKUCIIOTA. [Ipn HetocTaTrke TMCTUAMHA B 9TOM
BO3pAacTe OTMEUYAETCs HApYyIIEHUE PETCHIIUU a30Ta, BBISIBISETCS AS(PUIIUT MACChI Tea,
MOSBJIAIOTCSA MICTYIICHUE KOXKH U 9K3€MaTO3HbIE BhIChIIaHM. [Ipyu ructuanaeMun
MPOUCXOAUT HAapyIIEHUE caMoro 3(PpHEeKTUBHOTO aKTUBHOTO MyTH Karaboju3mMa —
MpEeBpaIllCHUE TUCTUANHA B YPOKAHUHOBYIO KUCJIOTY (3TUM ITyTEM B HOpME
KaTraboau3upyeTcs Ooblas 4acTh TUCTUAUHA). B pe3ynbraTte MeTaboanueckoro 0jioka
IIPOUCXOJIUT HAKOIIJICHHUE B KPOBU M MOYE TUCTUINHA. YBEIMYECHUE aKTUBHOCTH
TPAaHCAMUHUPOBAHUS U YCUJICHHBIN MIEPEBOJ TUCTUINHA B UMUA30JITUPOBUHOTPAHYIO,
MMUJI030JIMOJIOYHYIO U UMHUJI030JIYKCYCHYIO KUCIIOTHI SIBIISIETCSI KOMIIEHCATOPHO-
MIPUCIIOCOOUTEILHOM peakinueii opranu3ma.

CHUMIITOMBI: OT TSXKEJIOH YMCTBEHHOW OTCTAJIOCTH JIO TTOJIHOTO OTCYTCTBHS KAKUX-JTMOO
cuMnTOMOB. CHMKEHUE UHTEIJIEKTA BhIABIsETCS UiIb y 50% O0JIbHBIX JieTeil. bonabHbIe
TUCTUIMHEMUEH UMEIOT CBETJIBIN IIBET BOJIOC, rofyObie mia3a. Ha nepBblii MiIaH y Takux
JE€TEN BBICTYIIACT IOPAXKEHUE HEPBHOU CUCTEMbI: CHUKECHUE MHTEIUIEKTA, HAPYILIEHUE PEUH,
CyIOpOru. A y Je€Teil C HOpMaJIbHbIM UHTEIEKTOM MOXHO BBISIBUTh OCOOCHHOCTH MICUXUKHU
MPU TUCTUAMHEMUU: SMOLIMOHAIBHYIO JIAOMJIBHOCTh, arPECCUBHOCTb.



Hapyiienns ooMeHa Tpunrodana

boJsie3ns I'apTHena. AyToCOMHO-pPEIIECCUBHBIN TUI Hacaea0BaHud. [Ipu nanHOM
3200J1€BaHUY HAOIIOAACTCS TEHETUYECKOE N3MEHEHUE TPAHCTIOPTHOU (PYHKIIMU KIIETOK
CIIM3UCTON 000JOYKM KUIIIEUHUKA U MPOKCUMAJIbHBIX OT/I€JIOB MOYEYHBIX KaHalblieB. s
oone3nu ['apTHena xapakTepHbl KOXXHasE POTOUYCTBUTEIBHOCTD, MEJIArPONOI00HbIN
JIEPMAaTUT, MO3KEUKOBAsI aTAKCUS C BOBJIICUEHUEM B MPOLIECC TUPAMUIHBIX IIyTEH, HAPYLICHUE
(YHKIIMHU KETYJOUYHO-KUIIIEUHOTO TPaKTa. ¥ HEKOTOPBIX JIETEHl BBISBIISIETCS YMCTBEHHAS
OTCTaJIOCTb.

Nuaukanypusi. B ocHoBe 3a005ieBaHus JIKUT HApyIIIEHWE BcachlBaHUS TpUMNITOdaHa B
KUIIIEYHUKE ¢ 00pa30BaHUEM U30BITOYHOTO KOJIMYECTBA MH/I0JIa, KOTOPBIM BCachIBaeTCH,
OKHUCJIISIETCSI, CyIb(aTupyeTcs U BbIJEIsSeTCS B BUe HHAUKaHa. [locieqHnii OKUCIISIETCS 110/
BJIMSIHUEM BO3/yXa J0 rojy0boro MHAMKaHa, OKPAIIMBAIOIIETO MEeJICHKU B CHHUM 1BET (00JIE3Hb
"royObix neneHok").Ilpu nHauKaHyprun HaOMOIaeTCs TUIIepKaIbIueMusi, HEPOKAIbIIMHO3,
MEPUONYECKAS TUTIEPTEPMHUS.

Cunapom Taga. AyToCOMHO-pEIIECCUBHBIN TN HaclienoBanus. [Ipu cunapome Tana
HaO0JII0IaeTCsl HEIOCTATOK (pepMeHTa TpUNTOPaHIUPPOIa3bl, KaTaIU3UPYIOIIETO
npeBpaiieHue Tpunrodana B KnHypeHuH. HapyiieHus cBsizaHbl ¢ 3HAOTEHHBIM JI€(OUITUTOM
HUKOTHHOBOM KHUCJIOTHI M M30BITKOM MHIOJIBHBIX coeauHenuii. [Tpu cunapome Taga otme
qyaeTcs NTyOoKasi YMCTBEHHAsi OTCTAIOCTh, HAHU3M, MO3KEUKOBasI aTaKCHS.

Cunapowm Ilpaiica. [eHeTndeckuii JepeKT KUHYpPEHUHTUAPOKCcHIIa3bl. Habmtonaercs
M30BITOYHOE BBIJIEJICHUE C MOUOM KUHYpPEHUHA 3a c4eT 0sioka pepmenta. OCHOBHOE
NposiBiicHUE cuHapoMa llparica — ckiepoaepmus.



HapylieHuss UMMYHETE

* ArammarnobynmHemums



ArammarnoodynmHemms

e ATAMMAIJIOBYJIMHEMMS (rped.oTpuil. mpucTaBka a- + ramma-
100yyuH + rped. haima KpoBb; CUH.: IAHTUIIOTaMMa-DIO0YJIUHEMHUS, 00JIE3HB
bpyToHa) - HacIeACTBEHHOE 3a00JI€BaHHE, XapaKTEPU3YIOIIEECs OTCYTCTBUEM
WJIM PE3KUM CHUKEHUEM COJIEpKaHUs B KPOBU raMmMa-nio0yanHoB. [Ipu 3Tom
CHIKAETCS UJIM CTAHOBUTCSI HEBO3MOYKHOM BBIPA0OTKA AHTUTEIN, B CBSI3U C
yeM OOJIbHBIC C araMMariio0OyJTMHEMHUEH YPE3BBIYAMHO MOIBEPKEHBI
UH(PEKITUOHHBIM OOJIE3HSIM.

e ArammarioOynuHeMus - peakoe 3adosieBanue (dactora 1:1 000 000). Tun
HACJICIOBAHUS - PEIIECCUBHbBIN, CLETICHHBIA ¢ X-XpOMOCOMOU. BeTpeyaercs
TOJILKO Y MaJIb4MKOB, OOBIYHO B BO3pacte 10 6 jieT. HaunnaeTcs 3a0ojieBaHue
OOBIYHO CO 2-TO roAa *XKU3HHU, HO MEPBBIC €r0 MPU3HAKU MOTYT MOSIBUTHCS YKE
B KOHIIE 1-ro roga. KnmnHuuecky araMmarioOyJanHEMUS XapaKTEPU3yeTCsI
PELUIUBUPYIOIINMU OaKTEpHUATBHBIMUA HH(PEKIIUSAMU, B TO BPEMS KaK
BUPYCHBIEC IEPEHOCATCS OOBIYHO YIOBJIETBOPUTENbHO. MH(DEKIIMOHHBIE
00JIE3HU NP araMMarioOyJIMHEMUM MTPOTEKAIOT JJIUTEIBHO, C YACThIMU
000CTPEHUSAMHU U TSHKEIBIMU OCJIOKHEHUAMU. OTMEUaIOTCSl TOBTOPHBIE
ITHEBMOHUWHU, OTUTBI, THOJICPMHUM, CETICUC.
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CuHOpomMm BbépbecoHa

* béprecona-Dopcmana-JleMaHa CHHAPOM —
HacJeACTBeHHAs popMa cnaboymus ¢ oxkupenuem. IIcuxuka
XapaKTEPpU3yEeTCs YMCTBEHHBIM HEJOPAa3BUTHEM CTCIICHU
UJIAOTUH U HAJTWYMEM STIeNTH(OPMHBIX MPUIIAIKOB,
arpeCCUBHBIMU TCHACHIIUAMHU, aP()EKTUBHBIMU BCIBIIITKAMH.
ComaTu4ecKu - MaJIbli WJIN KapJUKOBBIM POCT, genu valgum,
THIIOTUPEO3, UCIUIACTUYECKHE YEPThl B CTPOCHUH JINIA U
yepena (OaICHHBIN Yeper, Y3KHE IT1a3HbIEC IIEJIH, KOXKa U
MOAKOKHAsl OCHOBA B 00JIaCTH J10a U IIEK OTE€YHbI, YIITHbIC
PAKOBHHBI YBEJIUYEHBI). OXXUPEHNE PABHOMEPHOE, HECKOJIBKO
00JIbIIIE BEIPAXKEHHOE B 00JIACTH MOJIOYHBIX YKEJIE3.
['mmorennTanu3Mm. Yaie 00JICIOT MyKKYUHBI. 32a00JICBAHUE
HACJICACTBEHHOE, TUIl HACIIEAOBAHUA PELIECCUBHBIN,
CUEIUICHHBIN C TTOJIOM.



Mykoeucyudo3s

MykoBHUCIHA03 - (OT JATUHCKOTO MUcCUs - Clu3b, viscidus - BSI3KHWii) caMoe
pacmpoCTpaHEHHOE HACJIEICTBEHHOE 3a00JI€BaHKE, IPU KOTOPOM MTOPAXKAKOTCS BCE
OpraHbl, KOTOPBIEC BBIACISAIOT CEKPETHI. DTO OPOHXOJIErOYHAsI CUCTEMA,
MOJIKEITYI0UHAasI JKeJie3a, IeY€Hb, MOTOBBIC JKEJI€3bl, CIFOHHBIE KEIE3bI, )KEJIE3bl
KUIIIEYHUKA, MOJIOBBIE XKeJe3bl. M3-3a nedexra (MyTalMu) reHa CEKpeThl BO BCEX
OpraHax BSI3KHE, TYCTbI€, IO3TOMY MX BBIJEICHUE 3aTPyIHEHO. B nerkux n3-3a
BA3KOI'0, YaCTO THOMHOTO CEKPETA, TPYAHOOTAEISIEMOTO U CKAIlJIMBAIOIIETOCS B
OpoHXax, JOBOJIBHO OBICTPO (MHOIZIA YK€ B IEPBBIE MECSIIBI KU3HU) PA3BUBAIOTCS
BOCHAJIUTEIbHBIE TPOIECCHI - MIOBTOPHBIE OPOHXUTHI U/UIW THEBMOHUU C
NOCTENEHHBIM ()OPMUPOBAHUEM XPOHUYECKOTO OPOHXOJETOYHOTO mpoiecca. Y
J€Te OTMEYAIOTCS MTOCTOSHHBIN Pa3Ipakarolnil (MHOTIa KOKJIHOIIETIOI00HbIN )
KallleJib, OJbIKa. 3-3a HemocTaTka (PepMEHTOB MOMKETYAOUYHON JKEIJIE3bl Y
OOJIBHBIX MYKOBUCIIMA030M ILJIOXO MTEPEBAPUBACTCA MUIIA, IOITOMY TaKUE JIETH,
HECMOTPS Ha MOBBIIEHHBIN allIETUT, OTCTAIOT B BECE, Y HUX OOMJIbHBIN, KUPHBIN,
3JI0BOHHBIU CTYJI. V3-3a 3aCTOA KETYU Y HEKOTOPBIX IETEW Pa3BUBACTCA LIUPPO3
NEYEHU, MOTYT C(POPMHUPOBATHCS KAMHHU B KETUYHOM ITY3BIPE.

MyKOBHCIIMI03 3aJI0’KEH B TEHAX U MEPEIACTCS 10 HACIEeACTBY. Kaxapin 20-i
KUTEJIb TJIAHETHI ABJISECTCS HOCUTEIEM J1e(heKTHOrO reHa. MyKOBUCIIMI03
BO3HHUKAET y peOCHKa B TOM CJy4ae, €CJIM OH OT 000UX pojauTenelt (1 OT MaMbl, U OT
naribl) MOJIYYHII O TeHY ¢ MyTalueil. Hukakue npupoHbie KaTakJIn3Mbl, 00JI€3HU
POIUTENEN, UX KYPEHHUE WU TIPUEM AJIKOTOJIbHBIX HAITUTKOB, CTPECCOBBIE CUTYAIUH
3HAYECHUS HE UMEIOT. MYKOBHUCIIHI03 OJIMHAKOBO YAaCTO BCTPEUYAECTCS KaK y
MAJIBYUKOB, TaK U 'y JIEBOYEK.



KpemuHu3sm

KPETHUHMU3M - (ot ppanu. cretin - ciabOyMHbIN, KPETUH), 3HTOKPUHHOE
3a00JIeBaHUE - HEAOCTaTOUHAsl PYyHKIMS IIATOBUIHOM KeJe3bl, 3aJIepiKKa
(PU3UYECKOI0 U ICUXUYECKOIO PA3BUTHS; INIABHBIM 00pa30M B TOPHBIX, paliOHaX
C HEJIOCTATKOM #0/ia B BOJI€ WJIM KaK HACJIEACTBCHHAs MAaTOJIOTUS.

[IpyrunHbl pasBUTHSL KPETHHN3MA CBSI3aHBI C TIPUPOIHBIM (IK30ICHHBIM)
AehULIKUTOM Hoia B BOJAC U MHIIE WK SHIOFEHHON HEI0CTaTOYHOCTRIO €TI0,
CpenHuil pocT B3pOCIbIX O0JBHBIX KPETUHH3MOM: MY>KUrH 146,7CM, skeHIITUH
140cMm. Y cTpamarommx KpETUHU3MOM KOPOTKHE KOHEYHOCTH, KPUBBIC HOLH,
IIAPOKKE KUCTH C KOPOTKUMH HaJIbI[aMU; Y€PEIl KPYIIIbIM, JTUIO ¢ HU3KUM
7100M, OTyTII0BAaTOE, HOC'CEANOBHU/ IHBIN, ITa3HbIC BIIAAUHbI TVIYOOKHE, YIIIH
00JIbIIIKE, S3BIK IMMPOKUI, HE TTIOMEIIAIOIIMICS BO PTY, KOPOTKHAE PEAKUE 3YOBbl.
Koxa OneaHas, cyxas, oBojioceHue 0eaHoe. YacThl NynOYHbIC W AXOBbIC
IPBIKH, YBEINYECHUE MIUTOBUIHON JKEJIE3bI; MOJOBBIE OPraHbl HEAOPA3BUTHI.
CylleCTBEHHO HapyllleH 0OMEH BEIIECTB; TEMIIEpaTypa Tejia CHUKEHA.
ITOCTOSSHHBIM U BBIPA’KEHHBIM PACCTPONCTBOM SIBJISETCS CHHYKCHHE CTyXa
(Hepenko nryxonemota). [leuxuyeckasi OTCTanoCcTh MPU BEIPASKEHHOM
KPETHHU3ME JIOCTUTACT CTENIEHU UINOTHH. bobHbIE MEIJIMTEAbHBI, COHJIUBHI,
peYb UX 33/icpKaHa; YCBOCHUE 3HAHUN U TPYJAOBBIX HABBIKOB 3aTPYAHEHO U
3aMeJIEHO. JIeYEHUE - KOMIIEHCUPYIOIHE HEAOCTATOYHOCTD IIMTOBUIHOM
’eJie3bl penaparsl. [Ipy JiedeHun ¢ paHHEro AETCTBA MHOTHE OOJIbHBIE
KPETHHU3MOM MMPUOOPETAIOT HABBIKK K CaMOOOCTYsKMBAHUIO U CITOCOOHBI
BBINOJIHSTH HECIOXKHBIC OTHOTUITHBIE pa0oThI. [IpodunakTuka - HogupoBaHue
BOJIbI U MUIITH.



KpemuHusm

* Ha onHOM U3 HOPTPETOB BEIUKOTO ww
Benackeca nzoopaxeH (I)paHHHCRO P
Jleckano, HepAITTUBO OEThIH ;
MOAPOCTOK C KpYITHOM TOJIOBOI,

OOMBHIMM 3000M U ITOCTOSIHHO.
OTKPBITHIM pTOM. OyTIIOBATOE JIALIO C
CEJIJIOBUIHBIM HOCOM, IITUPOKO
paccTaBIICHHBIC 171334, HU3KUM JIOO 1
HETIPOIOPIIMOHAIBHOKOPOTKas (pUrypa
C TOJICTHIMH KPUBBIMH HOKKaAMUA —
XapaKTEepHBIE MTPU3HAKA OOIBHOTO
KPETUHU3MOM. ITa 00JIe3Hb, KaK
IIPABUJIO, CBA3aHA C PE3KO CHUKECHHOU
(byHKUMEH IMUTOBUAHOM JKEIe3bI, YTO
BBI3BAHO HEI0CTAaTOYHBIM
NOTPEOIEHUEM Mo/1a C MUILIEH.
N3BecTHO, 9T0 PpaHimcko JIeCkano
NpUHAIICKAT NPUHITY banracapy u
yMep B 1649 roay B BO3pacTe ABaAIIATH
JABVYX JICT.

-
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Jlenpe4yayHuU3m

e Jlempeuaynu3sm (leprechaunismus; upaanj. leprechaun raom;
CUH. J[OHOXbIO CHHAPOM) - HACICACTBEHHAs OO0JIC3Hb JKCHIIMH,
0OyCJIOBJICHHAs HAPYIIICHUSIMHU PA3BUTHUS U JUCPYHKIIUECH
9HJIOKPUHHOM CHCTEMBI; XapaKTEpU3yeTCs TMIIOTPODUEH,
MaJIbIMH pa3MepaMH JIulia, THPCYTU3MOM, YBEIMYCHUEM
MOJIOYHBIX JK€JI€3, KIMTOPa U MaJIbIX ITOJOBBIX I'y0,
TUIepIUia3uel SMYHUKOB U OCTPOBKOBOIO armapara
OIKETYI0OUHOM JKeJI€3bl, HAKOIIJICHHEM INIMKOIeHa 1 JKeJe3a B
MICYCHH, KaJIbIIMHO30M II0YEK; HACIEAYETCS O ayTOCOMHO-
PELICCCUBHOMY THUIY, OTPaHUYECHHOMY MOJIOM.



LW al
e3bu kposu
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[[emornoomnHonaTumn

e T'emorioOMHONATHH (OT TEMOMNIOOWH M Iped. pathos - cTpaganue,
00JI€3Hb), TeMOIJIOOMHO3bI — COCTOSTHHS, 00YCIIOBIICHHBIC PUCYTCTBUEM
B KPACHBIX KPOBSHBIX TEJbIAaX (SPUTPOLUTAX) OTHOIO MM HECKOJIBKUX
aHOMAJIbHBIX (MATOJIOTUYECKUX) reMOITIOOUHOB. BhizieneHo cBeiie 50
MaTOJIOTUYECKUX PA3HOBUIHOCTEN T€eMONIOOMHA, BOSHUKIINX B PE3yJIbTaTe
BPOXKAEHHOT0, TIEPEIaBA€MOr0 IO HACJIEACTBY AeeKTa 00pa3oBaHUs
O€JIKOBOM 4acTH TeMornoonHa - noouHa. [Ipu anHoManusx reMmorioonHa
HapyLIAtOTCA (PU3NKO-XUMHUYECKUE CBOMCTBA SPUTPOLIMTOB, OOMEHHBIE
MPOLIECCHI B HUX; SPUTPOLIUTHI CTAHOBITCS MEHEE YCTOMUYUBBIMU K
Pa3IMYHBIM FreMoJIM3upyromuM dakropam. [Ipu nepenaye
reMONIOOMHOIIATH OT OJHOIO U3 POJAUTEIEH (T€TEPO3UTOTHBIN THUII
HACJICAOBAHMS) HOCUTEIH MAaTOJIOTMYECKOTO reMOITI00MHA MOTYT OBITh
MPAKTUYECKHU 30POBBIMU JIFOABMHU; MPU TI€peaade reMOrIOOMHOIIATUH OT
000ux poauTesiel (rOMO3UTOTHBIN TUI HACIEA0BAHUS) Y AE€T€H BOZHUKACT
KapTUHA TSHKENOro reMoiin3a. Hanbosee pacnpocTpaHeHbl M OTJIWYAOTCS
TSOKECTBIO TIPOSIBIICHUIN CEPIIOBUIHOKIIECTOUHAS (JpenaHouTapHasi)
aHEeMUA U TallaCCEMMUSI.



 CepnoBuaHokJjerouHas anemus (HbS) cesizana ¢ Hanuunem
B SPUTPOIUTAX MMATOJIOTHMYECKOro remonioonna S. [Ipu 3Ttou
(dbopMe reMorTIoOMHONATHH SPUTPOIIUTHI B YCIOBHUAX
CHIKCHUS TTAPIUAIBHOTO JABJICHUS KUCIOPOaa B
OKpYKaroIleu cpene npuooperaroT popmy cepra. Lpu
YBEJIIMYECHUHU B KPOBU KOJMYECTBA CEPIIOBUIHBIX 3PUTPOLIUTOB
HapacTaeT BI3KOCTh KPOBH, 3aMEIISACTCI KPOBOTOK,
MPOUCXOJIUT PA3PYIIEHUE CEPIIOBUIHBIX SPUTPOIIATOB,
pPa3BUBAIOTCS TPOMOO3bI B pa3IMUHBIX OpraHax. y
PaKTUYECKU 310pOBbIX HOocuTenern HbS ceproBuiHOCTH
YPUTPOILIUTOB U IOSBJICHHUE MPU3HAKOB 3a00JICBAHUS MOTYT
HACTYIUTh JIMIIb B YCIOBUSIX TUNokcuu. [loaTomy Bcem
HocuteaaM HbS nporuBorioka3ansl ciny:x0a B aBUaLUMU, a
TaK>Ke MOJIETEI HA caMOJIETaxX 0€3 IOCTATOYHOTO
KMCJIOPOJIHOIO 00ECIICUCHMS.



Tanaccemus

e Taunaccemmus - 3a001€BaHNE, PACTPOCTPAHEHHOE B CPEAUZEMHOMOPCKHX
CTpaHax. XapaKTepU3yeTCsl 3HAYMTEIbLHBIM MOBBIIIICHUEM coaepkanus HbF
B KpoBH. Ilosarator, 4To mpu 3ToOM 00pa30BaHUE HOPMAJTBHOTO
remonioonHa HbA nogasneno. HapymieHo Takxe oOpa3zoBaHue
XKeJe30coieprkallie yacTu reMonioonHa (rema). Paznuuaror 0omblinyto,
MaJIYI0O 1 MUHUMAJIbHYI0 Tajlaccemuro. [Ipu rerepo3nuroraom
HacJIeIOBaHUM Pa3BUBAIOTCS MaJjas, WJIM MUHUMaJIbHAs, TalaCCeMus, MpH
TOMO3HUTOTHOM - OoJbIas. [{nsg Bcex (popM TamacCeMuu XapaKTEPHO
HaJIMYWE B KPOBH "MUIICHEBUIHBIX'" 3PUTPOILIUTOB, B KOTOPBIX T€MOITIOOMH
PaCIOJIOKEH B IIEHTPE KJIETKU B BUJEC MUIIICHH.

e [Ipu3Haku ceprOBUIHOKIETOYHON aHEMUH U TATACCEMUU (3aIepiKKa
OOIIIeTO Pa3BUTHS, AHEMMUS, KEJITYITHOCTb, YBEIUUYECHHUE TICUCHH,
CENIE3EHKH, U3MEHCHUS KOCTEU CKEJIETa) MOSBIISIIOTCS C PAHHETO JAETCTBA.
OcnoXHEHUEM CEPIIOBUIHOKIETOUHON aHEMUHU SIBJISIFOTCSI TPOMOO3BI
COCYIIOB KHUIIIEYHUKA, IUTMEHTHBIC KAMHU B )KETYHBIX ITYTAX.



I'emoduins — PerieccuBHO Hacnemxyemoe 3a001€BaHuE, CUEIIEHHOE ¢ X~ XPOMOCOMOM.
I'emodunusa A - Hapymenue cunre3a pakropa VIII (anTuremoduiibHOro miodynuHa A).
I'emodunusa B, nnu 6one3ns Kpucrmaca, - Hapyienue cuatesa gakropa [X
(arTuremoduiarHoro rodynuHa B). 'emodunus C — ayTocOMHO-PEIIECCUBHO HAcCeayeMast
00s1e3Hb, 00YCIIOBJICHHAS HapyllleHneM cuHTe3a ¢aktopa XI (aHTUreMo(UIbHOTO MI00YIMHA
C). I'emodunusa A u B BcTpeyaeTcs y My K4MH, >KSHIIUHBI SABJISIIOTCS KOHYKTOpaMu 00JI€3HU;
remoduius C nopaxkaer o6a nosia. Cpenu OONBHBIX ¢ HACJIEACTBEHHBIMU KOATyJIONATUSIMU Ha
remodunuto A npuxonurcs 68-79 %, na remodunuio B — 6-13 %, remodunuto C — 1-2 %.
Hedurut dhakTopoB NpUBOIUT K 3aMEJICHUIO 00pa30BaHMs KPOBSIHOTO CTyCTKa (Tpom0a),
KOTOPBIN JIOJKEH BBIMIOIHUTH 3aLTUTHYIO POJib, OCTAHABIMBAS KPOBOTECUCHUE U3 MUKPOCOCYI0B
(duameTrpom Oonee 100MKMm).

Kiannuveckas kapruna. KpoBoreueHne u KpOBOTOUMBOCTD MPOSIBISIIOTCS C JETCTBA
(ITMTENbHOE KPOBOTEUEHHUE U TIJIOXO0€ 3a’KMUBIICHUE MYTIOYHON PAHKU, MOAKOXKHBIE,
MEXMBIIIECYHbIC, BHYTPUCYCTABHBIE T€MAaTOMbI, KDOBOTEUEHHUSI TIOCJIE TPABM U ONepaluid, Mpu
CMEHE MOJIOYHBIX 3yOO0B, KETyJ0YHO-KUIIIEYHbIE U TTOYE€YHbIE KpoBOoTeueHuUs ). ['eMopparuu
0COOEHHO YacCThl U BBIPaKEHBI Y OOJIBHBIX C TSXKEI0U popMoii Oosie3HH ( ypOBEHB
anturemoduiabHoro dakropa — ot 0,5 10 2%); y O0IBHBIX CO CPEAHUMHU U JIETKUMHU (hopMaMH (
antureMouibHbIN pakTop — oT 2,5 10 30%), a Takke y 00abHbIX ¢ remodunueit C
CIIOHTaHHAsI KPOBOTOYMBOCTh MEHEE XapakTepHa. JlJisi TakuX OOJIbHBIX OMACHBI JIFOObIE
OMEpPATUBHBIE BMEIIATEIHCTBA, OCIOXKHSIIOMNECS OOMIBHBIMU U JJIUTEIbHBIMU
KpoBoTeueHUsIMU. [ToBTOpSIOIINECS KPOBOU3IUSHUS B JIOKTEBBIE, TOJICHOCTOIHBIE CYCTAaBBI,
MEKMBIIIEYHBIE ¥ BHYTPUMBIIICYHbIE TEMATOMBI ( TEMATOMHBIN THUIT KPOBOTOYMBOCTH) BEAYT K
XPOHUYECKUM apTPO3aM, KOHTPAKTYpaM, aTpory MBIIIII, TICEBIOOMTYXOJISIM OPIOITHOMI
MOJIOCTH, CyCTaBax, MbIIax oeapa. IlociaeacTBus KpOBOTEUEHUH 1 YaCThIX TpaHChY3Hil
MPUBOAT K ayTOMMMYHHBIM CUHApoMaMm: nosgsieHue anturen Kk VIII u I[X dakropam
(anruburopHas Gpopma remopuiivn), pa3BUTUE BTOPUYHOTO PEBMATOMTHOTO CUHJIpOMA,
aMUJION03 MTOYEK, Ay TOUMMYHHasi aHEMUS.
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Tpombounun

TPOMBODPUJINU I'EMATOI'EHHBIE — cocTosiHus, XapaKTepHU3yIOIMKECS HAKIIOHHOCTBIO K
Pa3BUTHUIO PELIUIUBUPYIOMINX TPOMOO30B KPOBEHOCHBIX COCY/IOB (MMPEUMYIIECTBEHHO BEH) pa3HOMN
JIOKAJIM3alliy BCIICICTBUE HAPYIICHUN COCTaBa U CBOMCTB KPOBH.

JTtuonorus, naroreses. Pa3nnyaror 1B€ OCHOBHBIE TPYIIIbI FEMAaTOT€HHBIX TPOMOO(UIIHIA:

— CBSI3aHHBIC MTPEUMYIIECTBEHHO ¢ U3MEHEHHUSIMHU PEOJIOTHYECKUX CBOMCTB M KJIETOYHOTO
COCTaBa KPOBH;

— O6YCJIOBJ'ICHHBI€ MNCPBUYHBIMHU HAPYIICHUAMHA B CUCTCMC I'EMOCTa3a.

B nepBoii rpymnmne BeIAEIAIOT (OPMbI, CBI3aHHBIE C U30BITKOM KJIETOK KPOBHU U €€ CTYIIEHHEM
(MOIUUUTEMHUS], SPUTPOLUTO3bI, TPOMOOIIUTEMUU U JP.), C HAPYLICHUSIMU (DOPMBI U
nedopmMadeIbHOCTH SPUTPOLUTOB (HAIPUMEDP, MHOKECTBEHHBIE TPOMOO3bI M HH(APKTHI ITPU
CEPHOBUIHOKIETOYHON aHEMHUH ), C TOBBIIIIEHUEM BA3KOCTH IJIa3MBbl.

Bo BTOpoO#i rpyIne BeIAEHSIOT (POPMBI:

— CBSI3aHHBIE C TTOBBIIICHUEM aeraiiMoOHHON (PYHKIIMU TPOMOOIIMTOB (B TOM YHCIIE BCIEICTBUE
HapyILIECHUS] pABHOBECHS MEXy CTUMYJIATOPAMU U HHTUOUTOpaMH aderaiuu B Mia3Me
KpPOBH);

— CBSI3aHHBIE C TUIIEPIPOAYKIIUEH U TUIIEPAKTUBHOCTHIO (hakTopa Busiedpanaa;

— CBSI3aHHBIE C J€(PUIIUTOM WM AaHOMAJIUSIMUA OCHOBHBIX (DU3MOJIOTUUECKUX aHTUKOATYJISTHTOB-
antutpom6Ouna III, 6enkoB C u S;

— CBsI3aHHBIE C AE(DUIIMTOM WM aHOMAIUSIMU (PAKTOPOB CBEPTHIBAHMS KPOBU U KOMIIOHEHTOB
(GUOPUHOIUTUYECKON U KANTUKPEMHKUHUHOBOM cucTeMbl (neuuut daxtopa XII,
MJIa3MEHHOTO MPEKATUKPENHA, BEBICOKOMOJIEKYJISIPHOTO KHHUHOT€HA, aKTUBATOPA
TUIAYMUHOTEHA, Pl MOJIEKYJISIPHBIX aHOMaINi (uOpUHOTEHA U JIp.).

Bce 3Tu HapyieHus MOryT ObITh HACIEACTBEHHBIMU, T. €. TECHETHUECKHA 00YyCIOBICHHBIMU, U
IpUOOPETEHHBIMU (CUMIITOMATUYECKUMHU ).






docdaT-anadber

DOOCPAT-IMABET — 1oMUHAHTHO CLIETIIIEHHOE ¢ X-XpOMOCOMOM 3a00JIeBaHHE C
IIIyOOKMMHU HapyIIeHUsIMHU (PochopHO-KaIbIIMEBOTO 0OMEHA, KOTOPhIE HE yaaeTcCs
BOCCTAaHOBHUTH OOBIYHBIMU JI03aMH BUTamMuHa D. B CBsI3U ¢ 3TUM MOSIBUIOCH APYyroe
Ha3BaHUE O0JIE3HU - PAXUT, PE3UCTCHTHBIN K BUTAMHHY D; 0JIHAKO B I€HCTBUTEILHOCTHU
peub UACT HE O paxuTe, HO O PaXUTOMOA00HOM 3a00JICBaAHHUH.

Otuosnorus, narorenes. [Ipenanonararot, yto npu docdar-quadere HapyIIEeHbI
HSH3UMATUYECKUE MPOLIECCHI TpeoOpa3oBaHusi BUTaMuHa D B akTUBHbIE
TOPMOHOIIOJOOHBIE CYOCTAHIIMU WA CHUKEHA YYBCTBUTEIBHOCTDH PELIENITOPOB SMUTEIIHS
KUIIIEYHUKA K JTEUCTBUIO ATUX META00IUTOB. XapaKTePHIMUA OUOXUMHUYECKUMHU
pU3HaKaMH SIBISAIOTCS (ocdarypus, runodgocdaremMusi, MOBBIILICHUE AKTUBHOCTH
MapaluTOBUIHBIX KEJE3, BHICOKAs aKTUBHOCTD IIEJIOYHOM (pocdarasbl KPOBH.
PeabcopOnus Kaiaplivs B KUIIIEYHUKE CHUYKEHA.

Knuaundeckas kaptuna. @ocdar-auadeT uMeeT CXOAHbIE YePThI ¢ 00bIYHBIM D-

e (DUITUTHBIM PAXUTOM, HO U OTJIMYAETCS OT HErO T€M, YTO IIPU JaHHOM 3a00JI€BaHUU
OTCYTCTBYIOT IIPU3HAKH 00IIIeH MHTOKCUKAIIMU, O0IIeE€ COCTOSTHUE OCTACTCs
yIOBJIETBOPUTEILHBIM. B 0TiIMumne oT paxura npouecchl OCTEOMAISIIUA U OCTECOUTHOM
TUNEPIUIa3UK BEIPAXKEHBI MPEUMYIIIECTBEHHO B KOCTSAX HMYKHUX KOHEYHOCTEU
(MCKpHUBIICHUE JJIMHHBIX TPyOUaThIX KOCTEH WK AedopMaliusi KOJEHHbBIX U
TOJICHOCTONHBIX cycTaBoB). Kiimanuecku docdar-auadeT nposBIsSIETCS HE B IEPBbHIE
MECSIIbI )KM3HH, & BO BTOPOM TOJIYTOJIMU KU3HU, MTOCIIE TOTO KaK JE€TH HAYMHAIOT
BCTaBaTh HA HOXKHU.

Conepxxanue dhochopa B KpoBU O0JBHBIX CHHXKEHO 710 15-20 MI/J1, ypoBEeHb KajbIUs HE
M3MEHEH. 3HAUUTEIBHOE MOBBIIIEHUE IKCKpelun ¢ocdaroB ¢ Mouol (B 4-5 pa3 BbIlIe
HOPMBI) HAOIIOAAETCSI HEMOCTOSIHHO Y 3aBUCUT OT aKTUBHOCTH MATOJIOTHYECKOTO
npoiiecca.



HacneacTtBeHHbI HEQPPUT

HACJIEACTBEHHBIN HE®PUT. DTnonorus, narorene3 He u3ydeHsl. [Ipenmnonaraercs, 4o
3a00JieBaHKE CBSI3aHO C MyTallMel reHa, KOHTPOJIUPYIOIIETO CUHTE3 CTPYKTYPHBIX OEJIKOB
MOYEYHOM TKaHU, a TaKKe Jpyrux opraHoB. CylIecTBYeT JiBa BapraHTa HACJIEACTBEHHOro Hepurta
- cCUHJIpOM AJbIIOpTa U rematypuyeckuit Hepput. bosee Tskenoe TeueHrne 00JIe3HN HAOMIOIAETCS Yy
JIUI MY>KCKOTO TI0JIa, YTO CBUETEIHCTBYET O BOBMOXXHOCTH HACIEAOBAHUS MO JOMUHAHTHOMY
THUITY, YaCTUYHO CLEINICHHOMY C TIOJIOM.

Knuandaeckas kaptuna. ['eMaTypudeckuii BApUaHT HAYMHACTCSI HE3aMETHO, MOYEBOIM CHHIPOM
BBISIBIIACTCS CirydaiiHO. OTeKH M apTepuaabHas TUIIEPTEH3HUS OTCYTCTBYIOT, HO TIOSIBIISIOTCS TIPH
Pa3BUTHUH MTOYEYHON HETOCTATOYHOCTH, KaK MPABHIIO, B TTOJAPOCTKOBOM BO3PACTEe MJIH Y B3POCIIBIX.
MoueBoii CHHIIPOM XapaKTepHU3yeTCs SPUTPOIUTYPUCH Pa3IMUHON CTEIICHH - OT HE3HAYUTEIIHLHOTO
YBEITUUYCHUS KOJIMUECTBA IPUTPOIIUTOB 0 MaKkporeMmarypur. OOHapyKMBAIOT TaKkKE YMEPEHHYIO
MIPOTEHHYPHIO M Y HEKOTOPBIX JIeTeH - IPEXOIAIIY IO JEHKOIUTYpUI0. bakTepuypuu, Kak IpaBuiio,
He ObIBaeT. buoxmmMudeckoe ucciaeI0BaHNe KPOBH HE BBISBIISICT BBIPAKEHHBIX CIIBUTOB, Y
HEKOTOPBIX JeTell MOXKET HaOII0MaThCsl HEpe3Kas JUCITPOTCHHEMUS U TUIICPIIATIAICMHUS.
[TaprinanbHpie QyHKIMU TIOYEK B TEUCHHUE JTUTEILHOTO NIEPHOJIa OCTAOTCS HEHAPYIIICHHBIMH,
WHOT/IA BBISBIISCTCS TUIIEPAMUHOAITMAYPHS IEPErpy304HOTO WIIM peHAIbHOTO ThIa. bosee
TSDKEJIBIC TPOSBICHUS XapaKTEPU3YIOT CUHIPOM AJBIIOPTA, TPH KOTOPOM HUMEETCSI COUCTaHHE
MOPaKEHHMS TIOYEK, IJ1a3 M TYTOYXOCTH. B CBSI31 ¢ TEM YTO TyTOyXOCTh pa3BUBACTCS B IMO3IHUX
cTajausix 00e3HH, paHHee TuddepeHIupoBaHue CUHAPOMa AJTBIIOPTa MOXKET OKa3aThCs
3arpynHUTenbHbIM. [lopaxkenne ciayxa o0yCIOBICHO MOPAKEHUEM CITYXOBOTO HEpBA UITU
KOXJICAPHOTO arnmapara U y HEKOTOPBIX OOJIbHBIX BBISBIISECTCS TOJIBKO MPH ayTHOMETPHICCKOM
HCCaen0BaHUU. Y OONBITMHCTBA JETel ¢ HACASACTBEHHBIM He(ppHUTOM 0OHAPYKMBAIOTCS CTUTMBI
IU33MOpPHOTEeHE3a B BUIC aHATOMUYECKUX aHOMAJIMA CTPOSHUSI MOYEBOM CHCTEMBI, a TAaK)Ke
BHEIIIHHE CTUTMBI (THIIEPTEIOPHU3M, aHOMAJIMH CTPOCHHMS YIIHBIX PAKOBHH, IMAJIBIIEB PYK U HOT).
JLtst TspKenbIX popM HacIeACTBEHHOTO HeprTa XapaKTepHO MPOTrPEANCHTHOE TCUCHHE C
MTOCTEIICHHBIM Pa3BUTHEM XPOHUYECKON MOYECYHON HEJIOCTaTOUHOCTH.
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Muonatus

e Muonarusi (0T mio u rpey. pdthos - ctpajganue, 00JI€3Hb) —
IPOrPECCUPYIOIINE MBIIICUHBIE TUCTPODPHUN; OTHOCITCS K
HacCJICACTBEHHBIM 3a00J1eBaHUsIM. MHOIIaTUX MOTYT MepeiaBaThCs MO
ayTOCOMHO-PEIECCUBHOMY, JOMUHAHTHOMY U CIICIUICHHOMY C IOJIOM
ThnaM. B OCHOBE pa3BUTHSI MUOIIATHH JIe)KaT HapyllleHHe 0OMEHa B
MBIIIIEYHBIX KJIETKaX, ©3MEHEHHUE CUHTE3a HYKJIICHHOBBIX KHUCJIIOT,
3HAYUTEILHOE TPeodIafaHue YCKOPEHHOTO paciiaia OCIKOB MBIIIIL] Ha/T
M3MEHEHHBIM MX CUHTE30M. MBIIIIIBI P MUOTIATUX UCTOHYEHBI, YaCTh
BOJIOKOH 3aMeIll€Ha )KUPOBOM TKaHbIO; IIPU JIEKTPOHHOM MHUKPOCKOIIUU
00HAPYKUBAKOT U3MEHEHUE CTPYKTYPhl MEMOpPaH MBIIIECYHBIX KJIETOK.

* OCHOBHBIEC IPU3HAKU MUOIIATUU
- HapacTarolasi MbIIIeYHas
c1a00CTh, CUMMETPUYHAS
aTpo(ust MBI, CHUKCHHE
CYXOXKWJIBHBIX PE(DICKCOB, B
MO3JIHUX CTAUAX - Aeopmanusi
KOCTEM U CyCTaBOB. I10CTOSIHHO
BBIPAKEHBI
BETE€TaTUBHOTPO(PUYECKHE
PACCTPOKMCTRA.




IlenkoguncTpodoun

MeTtaxpomaTuueckas JeHKOAUCTPoPpus
(neiikogucrpodus oasua-I' pundpuinma)
OTHOCHUTCS K 0O0JIE3HSIM HAKOIUICHHMS JIUIIHIOB.
OCHOBHBIM MATOr€HETUYECKUM MEXAHU3MOM
ne6roTa u 3Boitonuu MJI sBisieTcsl TeHeTUYEeCKH
JETEPMUHUPOBAHHOE CHUKEHHE AKTUBHOCTHU
JM30COMHOM apuicynbdarasbl A. DTO penkoe
(BcTpeuaetcs ¢ yactoroi 1:40000)
HACJIEZCTBEHHOE ayTOCOMHO-PELUCCUBHOE
3a00JIeBaHNE XapaKTEPU3YeTCsI XPOHUUECKUM
MIPOTPEAUEHTHBIM TeueHneM. CUMIITOMBI
MOSIBJISIFOTCS. HA BTOPOM WJI TPETHEM IOy
*U3HU pedenka. OcHoBHbBIE Mpu3Haku MJI:
paccTpOMCTBA CHA, HAPYUIEHUS OCAHKH,
MIOCTETIEHHOE UCUE3HOBEHUE PEYEBOU
CIIOCOOHOCTH, IPOrPECCUPYIOLTUE aMaBpO3 U
[JIyX0Ta, CHACTUYECKUE Mape3bl (MOCTEEHHO
NepexosIfe B AeepeOpallMOHHYIO
PETHIHOCTD), YMCTBEHHAs! OTCTAOCTh. B
dbunane 60one3nu y nanueHToB MJI neTaibHbIM
ucxoJ Hactynaet yepes 1-3 roga. [Ipu
TUCTOMOP(OJIOTUYECKOM UCCIIEAOBAHUU
HEPBHOW TKaHU BBISABIISIETCS METaAXPOMa3Hs
MUEIMHOBBIX 000JIOUEK, JKUPOBask AUCTPODUs
HEPBHBIX KJIETOK, IIABHBIM 00Pa30M OTIIOKEHUS
JUNUAO0B B 3y0OUaToM sJIpe, HO U B APYTHX
IpyIIax saep TOJIOBHOTO U CHMHHOTO MO3Tra.

BboJsesns Kpadoe-beneke - Hacnenyemas
sHIIedanonarus JETCKOro Bo3pacrta ¢ ObICTPO
MPOTPECCUPYIOIICH 1IepeOpabHOM
JEereHepanuen, 1eMUEITUHA3ANEN,
MPOSIBIISIOIIASICS. TOBBIIIIEHUEM MBIILIEYHOTO
TOHYCa, IPUCTYNaMU TUIIEPIIUPEKCUH U
HapylIeHUsIMHA UHTEIUIeKTa. OOBIYHO
Ne0I0TUPYET B Bo3pacte 3-6 Mec. DTUOJIOTHUS U
naroreHes. HegocraroyHOCTh
raJdKTO3MWILEpaMHuI|3-TajJaKTO3H,1a3bl MPUBOIUT
K HAaKOTIJICHUIO TaJaKTO3MI-C()UHTO31HA B MO3TE,
nepudepruIecKux HepBax, MOYKax,
BBIPA)KEHHOMY aCTPOLUTAPHOMY [IIHO3Y,
UHQUIBTpAIK OEJIOTO BelleCTBa MO3Ta
XapaKTEPHBIMU MHOTOSIIEPHBIMU KJIETKaMH,
JIE€MUEITMHU3ALNH.

KnuHauueckas kapTuHa: paHHss UHQaHTUIbHAS
dhopma (Hauaso B 3-6 mec.); | craaus:
MOBBIIIEHHAs BO30YAMMOCTh peOEHKa,
JBUTaTeNIbHAs PeaKiys (TOHUYECKUE CyJOpOTH)
Ha 3BYK, CBET U T.J.; HOBBIIIEHUE MBIIIEYHOTO
TOHYCa, 3aMEIJICHUE PA3BUTHUSL, IPUCTYIIbI
runepnupekcud; Il craaus: pazsutue
OMKUCTOTOHYCA C TOHUYECKUM pa3ru0aHueM pykK
Y HOT, yTpara BCEX HABBIKOB, MUOKJIOHUU,
CYIOPOXHBIE MPUTIAJKU, TUIIO- WK apediekcus,
pUCTyIbl Tunepnupexcun; 111 cragus:
nenepeOpaiusi, OyJabpBapHbIe PacCCTPOUCTBA,
CyIOpOry; mo3AHss nHpaHTUIbHAs hopma:
paHHEEe pa3BUTHE aMaBpO3a, TOCTEIIEHHOE
HapyILICHUE UHTEJUICKTA U JBUKEHUM.



TOopCMOHHaA ONCTOHUA

TOPCUOHHASA ANCTOHMUS — HacneacTBeHHOE 3a0071€BaHNEe HEPBHOW CUCTEMBI,
XapaKTepU3yIoIIeecss HAPYIIEHUEM MBIIIEYHOTO TOHYCa U CBO€OOPa3HBIMU JBUTATEIbHBIMU
paccTpOMCTBAMH - BPAILIATEIIbHBIMHA THIIEPKUHE3AMMU.

B ocHOBe 3a00J1eBaHMS JICKHUT MOPAKEHUE KIIETOK IMOAKOPKOBBIX 00pa30BaHU TOJIOBHOTO MO3Tra
¥ 3y0uaroro sapa Mo3keuka. Yare HaOI0qar0TCs €IMHUYHbBIC ClTydan 00JIE3HH, HO MHOTAA
3200JICBAIOT HECKOJIBKO WICHOB OJHOM CEMbH. XapaKTepHBIC I 3a00JICBaHMS THIICPKUHE3bI U
CYIOPOTH MOTYT OBITH CHMITTOMOM JIPYTHX 3a00JI€BaHUM - SITUIEMHUYSCKOTO SHIIe(haInTa,
remaTonepeopabHON AUCTPOdUH, OIMYXOJIU MO3Ta U Ap.

3abosneBaHue yalle HayuHaeTcst B Bo3pacte 10-15 nmet. B Mblmax Tya0oBUIlla U KOHEYHOCTEH
MOSBJISIOTCSI MEJJICHHBIC TOHUYECKHUE CIIa3Mbl, TPUBOAAIINE K HCKPUBJICHUIO TeJIa C BpalllcHUEM
€ro BOKPYT MPOJI0JIBLHON OCH (TOPCUOHHBIN CIa3M, BpalllaTeJIbHBIN cria3m). ITHU Ca3Mbl
OXBaThIBAIOT MBIIIIIIbI CIIMHBI, III€H, TYJIOBHIIA, TA30BOr0 MOSICA K KOHEYHOCTEH, TPUBOIS K
MPUYYUTUBBIM 1103aM: Pa3BUBACTCS UCKPUBJICHUE CIIMHBI, TYJIOBUIIE BHITUOAETCS B CTOPOHY UJIU
BIEPE]], TOJI0BA 3AMPOKUIBIBACTCI HA3all, PYKHA OTBOIATCS Ha3aJ WU C CUJION MIPUBOIATCA K
TYJIOBUIIY. DTU TUIIEPKUHE3bI HACTYIIAIOT MAPOKCU3MAIIBHO U PE3KO YCUIIMBAKOTCS MIPU BCSIKOU
MOMBITKE K ABUKECHUIO, B PE3YJIbTATE Yero O0JIbHBIE C OOJIBIIINM TPYIAOM XOJST U JAaXke CTOsT. B
COCTOSTHUHU TOKOS CTIa3Mbl YMEHBIIIAIOTCS, BO CHE Ucue3aroT. OctaibHble (yHKIIUKM HEPBHOM
CHCTEMBI U IICUXHKA OOBIYHO OCTAOTCS COXPAaHHBIMHU.

[TomuMo TeHepan30BaHHBIX (POpM, HAOIIOIAIOTCS U JIOKAIbHBIE (POPMBI TOPCHOHHOM
JTUCTOHUH., IPU KOTOPBIX CIa3Mbl OXBAThIBAIOT OTAEIbHBIE MBIIIIBI IIEU (CrTacTUYeCcKas
KPUBOIIIES) UJIU TOJIBKO OJHON KOHEYHOCTH IO TUITY MKcUero cnasma. JIokanbHas TOpCUOHHAS
JTMCTOHUS HAUMHAETCS B 00JIee MO3IHEM BO3pacTe U IMPOoTeKaeT Oosiee OIaronpusTHO.



* HacneacTsennoe nporpeccupyoliee 3a00J1eBaHNE HEPBHON CUCTEMBI,
XapaKTEPU3YIOIIEECS HAPYIICHUEM KOOPIMHAIIMH, CIIACTUYECKUMU SBJICHUAMHA U
U3MEHEHUSAMU CKeneTa. B ocHOBe 00J1I€3HEHHOTO MPOoLIecca JICKUT AereHeparus
MPOBOASIIMX MTyTEH 3aIHUX U OOKOBBIX CTOJIOOB CITMHHOTO MO3Ta, PEKE MO3KEUKA.

* Kiunnueckas kaptuna. [IepBbIM nposiBiieHUEM OOJIE3HU SIBISETCS MOCTEIICHHOE
HapyIIEHUE MOXOJIKK: OHA CTAHOBUTCSI HEYBEPEHHOM, maTaromiencs. YToobl He
yInacTh, 00JbHOM UJET, IIUPOKO paccTaBUB HOTH. [103ke HEYCTOMYMBOCTh
MOSIBJISIETCS U B MOJIOKEHUU CTOA. CO BpEMEHEM aTaKCHUsl pacClpOCTPaHSIETCS Ha
MBILIIBI PYK U sI3bIKA. P€Yb CTAHOBUTCS CKAHIAUPOBAHHOW. MBILIIEYHBIM TOHYC
BHA4YaJIe€ CHUKEH, CYXOKWIbHBIE PE(DICKCHI OTCYTCTBYIOT WJIM BBI3BIBAIOTCS C
TpynoMm. [To3xke B mpo1ecc BOBIEKAIOTCA TUPAMUIHBIE ITYTU Y BOSHUKAET KapTUHA
HIDKHETO CITACTHYECKOIo maparapesa ¢ XapakTepHou rureppediekcuei,
MOBBIIICHUEM TOHYCAa MYCKYJIaTypbl, MATOJIOTHYECKUMHU peDICKCAMH.
OOHapyXUBaIOTCS MPU3HAKU MOPAKEHUS MO3KEIKA — JUCMETPHS,
aanuagoXxoKuHe3, HucTarM. CHUKEHbBI NTYOOKHUE BHUJIbl YYBCTBUTEILHOCTH, TJIABHBIM
00pa3oM Ha HOrax, MPU COXPAHCHUHU 00JIEBOM U TAaKTWJILHOW YyBCTBUTEIHLHOCTH.
BosnbHbIE XanyroTcs Ha 00/, TapecTe3nun. XapakTepHbl 1edhopMaliu CKeJIeTa —
K1(O-CKOIMO03 U TaK HazbiBaeMas crora Opuapeiixa (BbICOKUN CBOJI, B pa30rHYTOM
MOJIO’KEHUU OCHOBHBIE (DajlaHTH MPU COTHYTOM IMOJI0KEHUU KOHIIEBBIX ).

* Yacrto HaOmogaeTCs MOCTENEHHOE CHIKEHUE ncuxuueckux pyHkiuid. Kposs u
nepeOpocnHaNIbHAs )KUAKOCTh HE U3MEHEHBI. IHTEpKYppEHTHBIE 3a00JI€BaHNUS
YXyJIIIAI0T COCTOSIHUE OOJIbHBIX.



ATakcmna Gpuagpenxa




ATakcmna Gpuagpenxa




bone3Hb BepaunHra-l ododpmaHa
(ammoTpodua HacneaCcTBeHHaAa cnnHanbHag)

e AyTOCOMHO-PEIECCUBHOE HACJIEACTBCHHOE 3a00JICBAHME HEPBHO-
MBIIIIEYHOM cucTeMbl. [IporcxoauT gereHepaiys KiIeTOK MEPEIHUX POroB
CIIMHHOT'O MO3ra.

 Kiamaunuyeckas kapruna. PeOeHOK nepecraeT onuparbCcs Ha HOTH,
yTPaunBaeT CIIOCOOHOCTh CHACTh, YACPKUBATHh UTPYITKH. C11ab0CTh C
MOCIEAYIONIEH aTpodueld pacpoCTpaHIeTCd OJHOBPEMEHHO Ha
MPOKCUMAJIbHBIC U TUCTATbHbBIC OTACIbl KOHEUHOCTEN. B monoxkenun cuas
BO3HHMKACT BhIPAKEHHBIN KU (O3 BCICACTBUE CIIA00CTH MBIIIII] CITUHBI.
OtMeuaeTcsi paHHeE CHMMETPHUYHOE BBIMAACHNUE CYXOKUIBbHBIX U
HaJIKOCTHUYHBIX pedieKcoB. XapaKTepHbl (DaCHUKYJISIPHBIC TOACPTUBAHUS
MBIIIIII, 0COOEHHO MBIIIII] SI3EIKA.

e IlIporno3. Ilpu panneii nerckoii popme amMmuoTpoduu 60JI€3Hb OBICTPO
IPOTrPECCUPYET, MPUBOJIA K MOJHON 00e3BMKeHHOCTH. [Ipu mo3aHein
JETCKOM (PopMe IETH HE TEPAIOT CIIOCOOHOCTH K MEPEABUKEHMUIO.
VYXyamaroT OporHo3 4acThie OPOHXUTHI, THEBMOHUH.



bone3Hb BepaunHra-l ododpmaHa
(ammoTpodunsa HacneacTBeHHas cnmHarnbHas)
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Cundpowm Jloy

e Cunapom Jloy — HaciaeaCcTBeHHas 00JIC3Hb,
XapaKTePHU3YIOMAsICs KapIUKOBOCTHIO, TOPAXKECHUEM
r1a3 (Karapakra v IJIayKoMa), YMCTBEHHOU
OTCTAJIOCThIO, HAPYIICHUEM BbIICIATEIbHOU
(YHKIIMH TTOYEK, N3MEHEHUSIMU B CKeEJIETE. Y JIETEH:
CUMIITOMBI, HAIIOMUHAIOIIME TTO3AHUN PaxuT. Y
B3POCHBIX: CUMIITOMBI OCTEOMAIAIMHU. CHCTEMHBIN
OCTEO0IOPO03, MHOKECTBEHHBIC 30HBI ITATOJIOTMYECKOM
MEPECTPOUKHU. VICKpUBIIEHHE KITFOUUII, CKOJINO3,
BapyCHBbIEC O€pa, BAJIbI'yCHBIE KOJIEHU. MOTyT OBITh
[1aTOJIOTMYECKUE IEPEIIOMBL.



CuHdpom Jloy




Hea2eHepayusi pocosuubl
broknepca

e Jlerenepamus poropuubl brokjiepca —
HacJEJACTBEHHAs 00JIC3Hb IV1a3, IPOSBISIONIASACS B
JETCKOM BO3PAcTe M XapaKTEPHU3YIOIIAsACs 00JIeBbIMU
OIYIICHUSIMHU U TUIIEPEMHUEN B 00JIaCTH INIA3HOIO
s10JI0Ka, CHU>KEHUEM YyBCTBUTEIIBHOCTH POTOBHUIIEI,
nedeKTaMu €€ epPEAHEr0 dUTEINS, HAapyILICHUEM
[IEJIOCTU MIEPEIHEN TTIOTPAHUYHON TIJIACTUHKHA
(00yMeHOBOM 000JIOUKH) C MOSIBICHUEM B HEU
I10JIOCYATHIX ITOMYTHEHUH; HACIIEAYETCS T10
ayTOCOMHO-JIOMWHAHTHOMY THITY.



PemuHobriacmoma

PernHo0/1acTOMA — 3710KaYE€CTBEHHAS OITYXOJIb I71a3a, PA3BUBAIOIIASCS
IIPEUMYIIECTBEHHO B JE€TCKOM BO3pacTe U3 TKaHEe AMOPHOHATIBLHOTO
npoucxoxxaeHus. [Tuk 3adomeBanus npuxoautcs Ha 2 roga. Iloutu Bce ciaydaun
3a00J1€BaHUsI BBISBIISIOTCS JI0 S-JIETHETO BO3pacTa. PaciipocTpaHEHHOCTh
peTUHO0IaCTOMBI HEOOMbIIas — mpuMepHo 1 ciydait Ha 20 000 HOBOPOXKICHHBIX.
Ha tepputopun EBpomnbl 3a00jieBaHNE BCTpeUYaeTCs MOUTH B 4 pas3a peke, 4YeM B
A3zun.

PetuHoOnacToMa MOXET ObITh: 0OHOCMOPOHHElU WU 08YCIMOPOHHELL.

JIBycTopoHHsisi hopma 3a0051€BaHMs BCTPEUYAETCSI IPUMEPHO Y KaXk0r0 YETBEPTOTO
NalKUeHTa U B OOJIBIIIMHCTBE CIy4aeB HOCUT HACIIEICTBEHHBIN XapaKTep.

OaHOCTOPOHHME K€ OMYXOJIH, KaK MPaBUjI0, HEHACIIEICTBEHHBIE, HO UMEETCS
YyeTKas CBsI3b 3a00J1€BaHUS C XPOMOCOMHBIMHU a0eppalusiMH.

Kak mpaBuiio, pedb UAET O JICJNENUU YYacTKa JJIMHHOTO IUI€4Ya OAHOMU U3 XPOMOCOM
13 mapsl ¢ moBpexaeHneM reHa RB1. /laHHOE MOBpEXACHUE XapaKTEPHO KaK IS
PETUHOO0IACTOMBI, TaK M JIsl 0OCTeocapkoMbl. CUUTAETCs, YTO PETUHOOIacTOMA
Pa3BUBACTCA U3 HEMPOIKTOACPMBI ceTdyaTku. [Ipu 3TOM OomyxoJieBbl€ KIETKA UMEIOT
pa3Hylo cTeneHb JuddepeHupoBKU. JJ1s omyxosei 00JbIINX pa3MepoB
XapaKTepHbI 0Yard HEKPO30B U KalbliM(pUKaToB. PeTHOONMacTOMAa MpeAcTaBIeHa
HenubGepeHIIMpOBaHHBIMU MEIKUMHM KJIETKAMU C KPYITHBIM SAPOM. THUITHYHBI
MHO>XXECTBEHHBIE O4aryk poCTa OMyXOJIM Ha CeTYaTKe. boJIBIIMHCTBO MAllEHTOB
noru0arot ot Meracta3oB B [IHC 1o 3puTebHOMY HEPBY, a TaK)KE€ METACTa30B B
KOCTH M KOCTHBIM MO3T 10 KPOBH.



PemuHob6rniacmoma




Xopuoudepemusi

e XopuouaepeMusi — HaCJICACTBEHHAs OOJIE3Hb I71a3,
POSBIISAIONIASICS TOHUKEHUEM OCTPOTHI 3pEHHS,
KOHILICHTPUYECKHUM CYKEHUEM T10JIEN 3pEHUA,
reMepaIonuerd U OJIM30PYKOCTHIO, YTO
COIIPOBOXKJAETCS XapaKTEPHBIMU U3MEHECHUSIMHU
IJ1a3HOI0 AHA (IIOYTH MOJHOE OTCYTCTBUE
COCYIMCTOI0 PUCYHKA, PE3KHE KOHTYPHI 1
KpaCHOBATO-KOPUYHEBBIN I[BET JKEJITOIO MATHA,
HEYETKOCTh I'PAHMI] IMCKA 3PUTEIHLHOTO HEPBA).
Hacnemyercs 1o ayTOCOMHO-PEIIECCUBHOMY U
CIETJICHHOMY C IMOJIOM PEIIECCHBHOMY THITY.



bosie3HU
nuwesapumesibHou

cucmembi
Base pairs [ <

Adenine Thymine

Guanine  Cylosine

e bone3Hb BunbcoHa-
KoHoBanoBa

e bone3Hb Xunbbepa

e bone3Hb PaHalo-Bebepa-
Ocnepa

e bone3Hb BunnebpaHpa

 NOTeHOBaA aHTeponaTus
(uenunakus) B3pocnbix



AyTOCOMHO-PEIIECCUBHOE HACJIEACTBEHHOE 3a00JIEBaHUE, CBSI3aHHOE C HAPYILICHHEM
(GYHKIIMY MEYeHU 1 0OMEHa ME/IH.

DTHonorus u naroreHes3. B cBs3u ¢ HapyIIEHHBIM CUHTE30M LIEPY/IO0IIa3MUHA
BO3HUKAIOT JIETCHEPAaTHBHbBIC N3MEHEHHUS B MOJKOPKOBBIX y3jax (MIPEeUMYIlEeCTBEHHO B
Yye4yeBUIIC00pa3HbBIX sSApax).

Knuanueckas kaptuHa. Hacto 3a10Jro 10 MOABICHUS HEBPOJIOTMYECKUX PACCTPOMCTB
OoOHapy>KUBAKOTCA 3a00JIEBAHUS IEUCHU B BUJIE FEMATUTA, KEITYXH, FEMOPPArude€CKOro
nuaresa. [Iporpeccupyroliee 3a001€BaHUE TTEYEHU TPUBOAUT K Uppo3y. [Ipu OpromiHoin
hopme Ooe3Hb MPOTEKACT 110 THILY MOJOCTPOI UCTPODHH NCUCHHU, X OOIBHOMU
YMUPAET B COCTOSTHUM [IEYEHOYHOU KOMBI 10 BOSHUKHOBEHHS HEBPOJIOTUYECKUX
paccTpoicTB. B ocTaibHBIX CIydasix HEBPOJOTHYECKasi CAMIITOMATUKA OBICTPO
3aHUMAET Beayllee Mecto. [1osaBnseTcs apoxkaHue pyK, HApacTaeT TOHYC MYCKYJIaTyphl,
BO3HUKAIOT BBIPAKECHHAS! PUTUAHOCTh, aMUMMUS; JBUKEHUS CTAHOBATCS 3aMEIJICHHBIMU.
PUrniHocTh OCHOXKHAETCSA KOHTPAKTYpaMu. BO3ZHUKAIOT KIOHUYECKUE U TOHUYECKUE
CYIOpOTHd. 3aTpyaAHECHUS MPH BHIITOJIHEHUH ABUKEHUN BO3pPACTAIOT, OOJBIIYIO YacTh
BpEMEHU OOJILHOW MPOBOJUT B HETIOJBUKHOM COCTOSHUU. BBUAY ITUTENBHBIX CIIa3MOB
MYCKYJIaTypbl BOSHUKAIOT Pa3JIMYHbIC BEIYYPHBIE MTO3bI. [10SBIISAIOTCS HACUIBCTBEHHBIE
IBUKECHUS: TUIIEPKUHE3BI TUIIA aTET03a, HACUJILCTBEHHBIN ILIa4, CMEX.
YyBCTBUTEIBHOCTh HE U3MeHEeHa. Cyx0oxuiibHbIE pedaeKCchl OxMBICHBI. HabmtonatoTcs
CHIKEHUE MaMSATH, 31(OpHsl, IIIAKCUBOCTh, B JAJTbHEHIIIEM — HEYKJIOHHOE CHUKEHUE
MHTEJUICKTa. TUIMYHO MOSIBIICHUE 110 TTepU(EprU POrOBUIIBI 3E€JIEHOBATO-KEITOTO UITH
3€JICHOBATO-KOPUYHEBOTO MUrMeHTa (kosblo Kaitzepa— ®neliepa). Y nerei
HAOJII0AAI0TCSI HECKOJIBKO (hOpM 3a00JICBaHMUS.



bone3sHb XXunbbepa

BoJse3nb Kniandepa (MUrMEHTHBIN TenaTo3, OBEHUIbHAS IEPEMEKAIONIASICA JKENTyXa) OTHOCUTCS K
HACJIEJICTBEHHBIM JOOPOKAYECTBEHHBIM XPOHUYECKUM 3a00JI€BAHUSIM, MEPEIAIOIIUMCS 10 ayTOCOMHO-
JOMUHAHTHOMY TuIily. OHa BCTpedaeTcsi B cpe/lHeM Y 5% HaceseHuUsl ¢ KOJeOaHUSIMU B Pa3IMUYHBIX
reorpaduueckux peruoHax ot 3 70 7 %, yailie y My>K4uH BO 2-0H U 3-€il JeKajiax ®KU3HU.

B narorenese 3a001eBaHs OCHOBHYIO POJIb UTPAIOT HAPYIIIEHUS TPAHCTIOPTHOW (PYHKIIMH OEIIKOB,
JOCTaBJISIONINX HEKOHBIOTMPOBAHHBIN OMJIMPYOHH (Kpacsiieecs: BEelecTBo, 00pasyroiieecs mpu
pPa3pyLICHUU SPUTPOIIUTOB) K ITIAJIKOMY SHJIOIIA3MATUYECKOMY PETUKYIYMY (MUKpPOCOMaM)
TenaTolHTOB, a TAK JKE HEIIOMHOLECHHOCTH (PEPMEHTA MHKPOCOM, TIPH OMOIH KOTOPOTO OCYIIECTBIACTCS
KOHBIOTAIMS (COeMHEHNE) OUMMpyOrHa C TIIFIOKYPOHOBOM U JIpYTrUMH Kuciiotamu. B 2/3 ciyuaes
Oonestb JKunbOepa KITMHHYCCKH BIICPBBIC MOSBIIACTCS B CBA3H C OCTPBIM 3a00/ICBAHHUSIMU PA3THIHOTO
XapakTepa (B MCXOJe BUPYCHOIO TeNaTHTa, NHYCKIUOHHOIO MOHOHYKIIC032, TOKCHYCCKHX IIOPAKCHUH
MEYECHH PA3IMYHON ITHOJIOTUH U JIP.) U CTPECCOBBIMU CUTYAIUSAMU ((PU3UYECKOE U TICUXUUECKOE
nepeyToMIIeHHE, TepeoxaxacHue ap.). [losBieHne KeATyIIHOCTH CKIIEp, KOXKH U TUIepOUIUpyOMHEMUN
MOCJIe MEPEHECEHHOT0 BUPYCHOIO IrenaruTa ake Py HEM3MEHEHHBIX (YHKIIMOHAIBHBIX MPO0ax MeyeHu
3a4aCTy0 MPUBOJUT K OMIMOOYHOMY AMArHO3Y XPOHUYECKOTO TeNaTuTa U Ha3HAuYEHHUIO
COOTBETCTBYIOILIETO JICUCHHUSI, KOTOPOE HE JAAeT 3aMeTHOTO 3 eKTa.

[lepBbIM U BeAyIIUM KIMHUYECKUM MPOsiBIeHUEM 0ose3HH JKunbOepa sSBIsSeTCsl XpOHUYECKas Uilu
MHTEPMUTTHPYIOLIAst XKeNTyXa. Ee MHTeHCHBHOCTB KONGOIETCS OT CyOHUKTCPHIHOCTH CKIEP 10
JOCTAaTOYHO BBIPA)KEHHOW JKEATYLIHOCTH KOXH U CIM3UCTBIX 000704eK. OHA yCUIIMBAETCs MpU
WHTEPKYPPEHTHBIX 3a00JI€BaHUSIX, IEPEYTOMIICHUH, PU3NUECKON HArpy3Ke, YIOTpeOIeHUU aaKOroJIsl.
[IpumepHo y 1/3 OONIBHBIX KaJI00BI OTCYTCTBYIOT, a Y 2/3 OTMEUarOTCsl aCTEHUYECKUE SIBICHUS, TyTast
00J1b B BEpXHEH MOJOBUHE KUBOTA. [ [eueHOUHBIEC 3HAKH, KaK IPABUIIO, OTCYTCTBYIOT. [leueHn
HOPMaJIbHOM KOHCHUCTEHIMH, IN1a/iKasi, 0e3001e3HeHHas, Y /4 OONbHBIX TOCTOSIHHO, HO HE3HAYUTEIHHO
yBeJIMUEHA - Kpail ee Ha | — 3 cM BbIcTymaeT u3-noja pedepHoit Ayru. B nepuoibl 000CTpeHU Takoe ke
yBEJIMYEHUE OTMeUaeTcs yaiie, y 4/5 0onbHbIX. Cene3eHKa He YBEIMYECHA.

OcHOBHOM TIpU3HAaK 00JI€3HU — YMEPEHHasl TUIIepOMIMpyOUHEMUS (3HAYUTEIHHOE KOJIMYECTBO
ownupyoOuHa). Yaie koinebanus ypoBHS 0011ero ounnpyOrnHa HaOMroaaTcs B npenenax 25 — 75
MKMOJIb/J1. I3peka BcTpevaeTcst moBbIlIeHHe YpoBHs Omnnpyouna 10 120 mxmons/n. Y 20% 60abHbBIX
HAOJIOMAIOTCSI M3MEHEHU S, XapaKTEPHBIC JIJIST XPOHUUECKOTO XOJICIIMCTHTA.



* bone3Hp 00yCa0BI€HA HACIEICTBEHHOM,
IIEPEIABAEMOU 10 Ay TOCOMHO-JIOMUHAHTHOMY THITY
HETIOJIHOLIEHHOCTBIO COCYAUCTOTO SHIOTEINS, YTO
IIPUBOJUT K PAHUMOCTH COCY/a, €T0 PACIIUPECHUIO U
VIUIMHEHHUIO.

e KiimHnuyeckasi kapruHa. Ha koxe nuia, ClIu3ucTou
000J104Ke HOCA, I'y0, MUIIEBAPUTEILHOIO TPAKTA
00pasyroTCs TEJICAHTUIKTA3UN, KOTOPHIE JIETKO
TPAaBMUPYIOTCS U JIaFOT MACCUBHBIE KPOBOTCUCHUSI.



bone3Hnb BunnebpaHoa

« HacnencTtBeHHass KOMOMHHPOBAHHAS TeMOpparunyeckas
TEMOCTA3UOIIATHS, KOTOPAsA BCTPEYAETCA Y MYKUYUH U
XKeHIuH. Hacimenyercs mo ayrToCOMHO-IOMUHAHTHOMY THITY.

e KuimmHnueckasi kapruHa. Hapyiaercs cocyaucro-
TPOMOOIIUTAPHBIA U BTOPUYHBIN T€MOCTa3, IO3TOMY Y
OOJIBHBIX OTMEUYAETCSI KPOBOTOUYMBOCTH MO
MHUKPOIUPKYJISITOPHOMY (KPOBOMIIIUSHUS B KOXKY, CITU3UCTHIE
000JIOYKH, HOCOBBIE, IECHOBBIC, [IOYECUHBIE, KETYT0UHO-
KUIICYHbIE, MCHOPPATUN) U MAKPOLIUPKYJISITOPHBIC
(MEXMBILICYHBIE W TTOAKOKHBIE TEMATOMBI ¥ KDOBOUBJIUSIHAS B
CyCTaBbl) THUIIAM.



Llenunakunsa — atpodusi Cnn3mctom o00104KM TOHKON KULLKK BCIEACTBUE HENEPEHOCUMOCTH
Berka, KNemnkoBUHbI 31aKOoB (rMtoTeHa).

[MpnynHa — NepBUYHbIN (HAacNeOCTBEHHbIN) UM BTOPUYHBIN («XPOHUYECKUNY SHTEPUT,
TyOepkynes, aMmmrionaos v Ap. nopaxeHnsa KUWeYHuKa) 0euunT B KULLEYHOWN CTEHKE
depmeHTa N — rmoTaMmmHMnNnenTnaassbl, paclennsowero nentTug rmmagnH — ogmH n3
KOMMOHEHTOB [T0TEHA.

OnpepneneHHoe 3Ha4YeHMe npeagaeTcsl CEHCUBUNMU3aLMN K TIIOTEHY, Tak Kak B CbIBOPOTKe
KpOBM BOMbHbIX MOTYT ObITb MPOTUBOIMIOTEHOBLIE U NPOTUBOINMAANHOBLIE aHTUTENa.

HakonneHue rmnaguHa B CnM3mcton 060noYke KULLKK BbI3bIBAET €€ aTpoduio, U Kak
crencTeue, HapyLweHUs nepeBapmBaHma U BCacbiBaHUA NULLIEBbLIX MHIPEOUEHTOB.

KnuHuka:
— Hacnegyetca aytocoMmHo-goMuHaHTHO — 80% 60nbHbIX NpuHaanexaTt Kk cucteme HLA - 8. YactoTta
6ones3nn B obwen nonynaumm 0,03%. COOTHOLLEHME XKEHLLNH U MY>XYKNH — 8:1.

— O6unbHbIK NEHUCTBLIN, C YacTMuaMn HenepeBapeHHon nuwm ctyn (go 10 pas B cyTkn). CHuxeHune
Macchl Tena. AHeMUsI, TMMNOBUTAaMUHO3. [MnonpoTtenHeMmnyeckne otekn. bonu B XXMBOTE He
XapakTepHbl. YnoTpebneHne cogepxxallux rinoTeH NpoayKToB (xneb, MakapoHbl, repkynec n ap.)
yXyALaeT COCTOSIHME.

— 3aboneBaHue Ha4YMHaeTcs B OeTCTBe, HEPEOKO NpoTeKaeT JfieTaribHO UJiN B CMepTHOVI,
MaJlioCAMIMNTOMHOU cbopme, 1 B MOJTIHOUN Mepe MNMPOoABIAETCA Y B3POCIIbIX. 3TOMy CI'IOCOGCTByFOT
VIHCbeKLI,VIOHHbIe n apyrmue conyTtcreyrowmne 60]‘Ie3HVI, MHTOKCUKaLUWNA, 6epeMeHHOCTb nTtAa.

OcnoXxHeHusA:

— PedpakTtepHOCTb K arntoTeHoBoun amete. JleyeHne 6e3rnoTeHOBON ANETON C TEYEHUEM BPEMEHMU
CTaHOBUTCA He aPdeKTMBHBIM 1 3aboneBaHne ObICTPO NPOrpeccunpyer.

—  Onyxonu >xernyao4Ho-KULWeYyHoro TpakTa (4aile Bcero numdomsl). bonu B XnBoTe, Kaxekcus —
BEPOSATHbIE MPU3HAKN 3TOMO OCINOXHEHUS.

—  N3bABNEeHNs 1 CTPUKTYPbI TOHKON KULLKK (BCTpevatoTcs peako).



