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CnoBapuk

 XpoMOCOMHBIE 00JI€3HM — Hac/e/CTBEHHbIE 3a00/IeBaHMs, 00YCIOBIEHHBIE
M3MEHECHUEM YHUCJIa WK CTPYKTYPhI XpoMocoM. YacTtora XpoMOCOMHBIX O0JI€3HEN cpeau
HOBOPOXKJIEHHBIX JIeTeH OKOJIO 1%. MHOrue n3MeHeHus: XpOMOCOM HECOBMECTHUMBI C )KU3HBIO
U SIBJISIIOTCS] YaCTOM MPUYMHOM CIIOHTaHHBIX a0OPTOB U MepTBOpOkAeHUN. [Ipr CIOHTaHHBIX
abopTax 0OHapyKkeHO 0K0JI0 20% 5MOPHOHOB C aHOMAJIbLHBIMU KapUOTUIIAMU
(xpomocoMHBIME HaOOpamu). Mi3MeHeHne Yrcia XpoMOCOM MPOUCXONUT B pPe3yiIbTare
HEPACXOXKICHUS UX B MEMO3€ WJIU MPHU JICTICHUU KJIETOK Ha paHHEW CTaJuu Pa3BUTHUS
OIUIO/IOTBOPEHHOIO siulia. HepacxoxaeHro XpoMoCOM MPU NEPBBIX ICICHUIX
OIIOJOTBOPEHHOTO SAiI[a CIIOCOOCTBYET, HAPUMED, BEICOKHI BO3pACT MAaTEPU. XPOMOCOMHBIE
abeppaiiiu 00yCIOBIMBAIOTCS (PU3UUECKUMH (MOHU3UPYIOIIEE U3TyYCHUE) U XUMUYCCKUMHU
(HampuMep, JEKapCTBEHHbIC Mpenaparbl ¢ MyTareHHbIM 3¢ pexkrom) akTopamu; BUpycamu
(KpacHyXu, BUPYCHOTO Ie€IaTuTa, BETPSIHOM OCIIBI U JIp.), AHTUTEIAMU U Pa3IuYHbIMU
paccTpoicTBaMM MeTab0JIM3Ma. XPOMOCOMHBIE 00JIE3HU MOTYT OBITh CBSI3aHbI C U3JIMIITKOM
TEHETUYECKOro MaTepuasa (IoJIuceMusl - HaJluure OAHOM MIIU HECKOJIBKUX JOOABOUYHBIX
XPOMOCOM; TOJIMIUIOUNS; TYTUTUKAIIUS); C YTPATOM YaCTH T€HETUYECKOTr0 MaTepuaa
(HyJUTMCOMUSI, MOHOCOMMUSI, JIEEIHS); C XPOMOCOMHBIMH MIEPECTPOMKaMU (TpaHCIOKAIUs;
pPa3IMYHbIC IEPECTAHOBKHU YUYACTKOB XpoMOcoM). PaznnuaroT Takke rpymibl X. 0.,
00YCJIOBJIEHHBIX N3MEHCHHSIMU TTOJIOBBIX M HEMOJIOBBIX XPOMOCOM.

* Tpucomus (or rpeu. tri-, B CJIOKHBIX CJIOBaX - TPH U SOMa - TEJI0) — HAJMYHUE B
XPOMOCOMHOM Ha0Op€ NUIIOUJIHOTO OpraHn3Ma OJHON MJIM HECKOJIBKUX JIMIITHUX XPOMOCOM,
HE TOMOJIOTHYHBIX ApyT Apyry. Opranu3msel (WK KJIETKH), Y KOTOPBIX OJHA, IBE WA OOJIbIICe
YUCIIO XPOMOCOM IPEICTABICHBI TPEMS TOMOJIOTaMH, HA3bIBAKOTCSI TPOCTHIMU, JBOWHBIMU U T.
JI. TPUCOMUKaMU. T. - pe3yabTaT HEPACXOKACHUS XPOMOCOM MPU ACICHUHU KIETKH. T. MO
OTJIENIbHBIM XPOMOCOMaM MPUBOAUT K TSKEJIBIM 3a00JICBAHUSIM.



MOHOCOMMUS = OTCYTCTBHE B XPOMOCOMHOM HaOOpe TUIUIOUIHOTO OPraHU3Ma OJHONW XPOMOCOMBI.
KneTrky ninu oprannsM, y KOTOPbIX Ta WK WHAs FOMOJIOTMYHAsI XpPOMOCOMA MPEICTABIICHA B €IUHCTBEHHOM
YuCJie, Ha3bIBAlOT MOHOCOMUKOM. MOHOCOMUS - PE3YJIbTAT HAPYLICHUH ITPU PACXOXKIACHUU TOMOJIOTUYHBIX
XpOMOCOM, YTO Yallle MPOUCXOAMUT B MOJIOBBIX KIETKaxX (MpH MeH03€), HO BOBMOKHO U B KJIETKAX TeJa -
coMmatudeckux (mpu mutose). Hampumep, 6oiabHbIe cuaipoMoM [llepenieBckoro-TepHepa - MOHOCOMHKH TIO
MOJIOBOM X-XPOMOCOME.

Jeaeuust (or nar. deletio - yHUYTOKEHNE) — MOTEPS YIaCTKa XPOMOCOMBI. JleIenust MOKET ObITh
CJICJICTBUEM Pa3phbiBa XPOMOCOMBI WU PE3YyJIbTaTOM HEPABHOTO KPOCCUHTOBEpa. Jlenernuu noapa3aensroTcs
Ha UHTEPCTUIMAIbHBIE (TIOTEPsl BHYTPEHHETO YYacTKa) U TePMUHAJIbHBIE (ITOTEps KOHIIEBOTO YYacTKa).

HyJsmmcomus (ot aat. nullus - HuKakoii, HECYIIECTBYONIMI U rped. SOMa - TeJI0) — TUI TEHOMHOM
MyTalllK, 3aKJIFOYAIOIINIICS B OTCYTCTBUH B KJIETKaX OpraHu3Ma Kako-1n0o mapbl XpOMOCOM, B HOpME
MpUCylen JaHHOMY Buay. OpraHn3Mbl ¢ HYJUIMCOMUEN HA3bIBAIOTCS HyJUTMCOMUKamu. Hymmcomusi, B
0COOEHHOCTH Yy BBICIITNX JKMBOTHBIX, 0OBIYHO BEJET K THOCTH OpraHu3Ma.

TpaHcJOKalMs — B reHETHKE THIT XPOMOCOMHOM MEPECTPOUKH (MyTaIHH ), 3aKITFOYAIONICHCS B 0OMEHE
y9acTKaMi XpOMOCOM; YaCTO TIPUBOIUT K CHUYKCHHUIO TJIOJOBUTOCTH KUBOTHBIX U PACTEHUH.

Hoaunaonausi - HacaeICTBEHHOE U3MEHEHHE, CBA3aHHOE C KPaTHBIM YBEINYEHHEM OCHOBHOIO YHCIa
XpPOMOCOM B KJIeTKax opranusma. [lonumionus mupoko pacnpocTpaHeHa y pacteHuil. OObIYHO y
MOJIMTIJIONTHBIX PACTEHUH O0JIee KPYITHbBIE pa3MEPhl, TOBBIIIEHHOE COAEPKaHUE psifia BEIIECTB, JIyUIlast
YCTOWYUBOCTh K HEOIArOMPUATHBIM yCIIOBUSM BHEIIHEH cpeibl U T.I. PaznuyaroT Ba THIA MOJUILIONIOB:
ayTOMOJUILIONIbI U AJITIOTIOIUTLIOUIBI.

JyniamKanms - pa3HOBUIHOCT XPOMOCOMHBIX TIEPECTPOEK, IPU KOTOPHIX KAKOH-TH00 yIacTOK
XPOMOCOMBI B raryionIHOM HaOOpe OKa3bIBAECTCS MPEACTABICHHBIM JBa pa3a. [ eTepo3uroTHbIe Mo
JQYTUTMKAIUK 0COOU HECYT JIBE J103bl AYTUIMIIUPOBAHHBIX FT€HOB, TOMO3UIOTHBIC - YeThIpe. Paznuyaior
BHYTPUXPOMOCOMHYIO U MEXXPOMOCOMHYIO AYTUITMKAIIUN



Tunbl HACNEeACTBEHHOCTH

1. AyTOCOMHO-IOMUHAHTHBIN TUIl HACJ/ICIOBAHMS:
— a. [Ipu gocraTouHOM YKCIIe MOTOMKOB MIPU3HAK 00OHAPYKUBAETCS B KaXKIOM MTOKOJICHUU
— 0. Peaxuii mpu3Hak HacAeAyeTCs NPUMEPHO MOJIOBUHOM JeTeil
—  B. [IoTOMKH MY>KCKOTO M EHCKOTO I10JIa HaCJAEAYIOT 3TOT MPU3HAK OJMHAKOBO
— 1. O6a poauTens B paBHON MEpe MEPEaatoT 3TOT MPU3HAK ACTAM
2. AyTOCOMHO-peleCCUBHBIN THII HACJIEIOBAHUS
— a. [Ipu3zHak MOXKET MepeaaBaThCcsl Yepe3 MOKOJICHHE JaXe MPU JOCTATOUHOM YHCIIE TOTOMKOB
— 0. IIpu3Hak MOXET NPOSBUTECS y JETCii B OTCYTCTBHE €ro y poxutencii. OOHapyxuBaercs Toraa B 25%
CIIy4yaeB y JleTei
—  B. [Ipu3HaK HaclieyeTcsi BCeMU JI€TbMU, €ciii 00a poanuTeis OOJIbHBI
— L. [Ipusnak B 50% pas3BuBaercs y AeTeil, €Clid OJIMH U3 poauTeseil OoneH
— 1. [ToroMKH My>KCKOT'O U K€HCKOT'0 T10J1a HAaCJIEAYIOT 3TOT NPU3HAK OJIMHAKOBO

3. HacaenoBanmue, cuenjieHHoe ¢ X XpoOMOCOMOIi, eCJIM FeH, KOHTPOJIMPYIOIIUii MPOsiBJIeHUS NMPU3HAKA, -
peuecCuBHBIN:

—  a. My>k4urHBI HACIEAYIOT Yallle, YeM KEHIIUHBI
— 0. Haciemyrot Takoi mpu3HaK JEBOYKH TOJBKO OT OTIIA

—  B. B Opakax, rje 06a cyrpyra 310pOBbl, MOTYT POIUTHCS JIETH, UMEIOIINE €r0, MPX 3TOM OH HaCJIeyeTCs
50% ceiHoBeit u 100% 310poBBIX q0Uepeit

= B HpOCJ’IC)KI/IBaeTCH 4CpCA0BaHHC OOJNBLHBIX MY’KYHWH B IIOKOJICHHUAX: TAC UX 6OJIBIHC, A€ - MCHBIIIC

4. HacsienoBanmue, cuemnieHHoe ¢ X XpOMOCOMOM, eCJId I'eH, KOHTPOJIUPYOUIUii NPOsiBJIeHUs NPU3HAKA, -
JAOMUHAHTHBI:

— a. My>XurHBI HACJIEYIOT PEKe, YEM JKEHITUHBI

— 0. Ecnu npu3Hak TOJIBKO y CyNpyTH, TO HACIEAYIOT €r0 BCE JETH (MaTh FTOMO3UIOTHAsS), WK HIOJOBUHA AETEU
(MaTh reTepo3UroTHas )

— B. Eciii TONbKO y cymnpyra, TO HacJIeAyIOT BCE JIMIA dKEHCKOro MoJia
5. HacaienoBanme, cuenjieHHoe ¢ Y XpOMOCOMOI:
— a. Crpajaror TOJBKO CHIHOBBS, B K&KJIOM IMOKOJIEHUHU MPOSBIISETCS, €CIIA OTel O0JIEH.
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N3BeCcTHO, YTO MOJI JKeHIIMHBI 1 MY:KYMHBI ONPeie/IAeTCsl HAJTUYHeM JIBYX MOJIOBbIX XPOMOCOM: Yy
sKeHIMUHBI - XX, y Myxk4HMHBbI - XY xpomocoMm. [To1oBass myxkckasi Y-xpomocoma Haubosiee
YYBCTBUTEIbHA K BJIUSIHUSIM OKPY:Kalolieil cpeabl, IBJIAACH «IIPOBOIHUKOM IKO0JIOTHYeCKOi
HH(pOpMAUK B reHOM». Bo3ielicTBHE PeHTITeHOBCKHMX M YJbTPAa(H0JIeTOBBIX Jy4el BbI3bIBAIOT
MYTalluM U Aejennu (yranenusi) redos. [1o 1anHbIM psiga ucciienoBaresieil y COBpeMeHHbIX MYKYNH
Y-xpoMocoMa 3HAYMTEJIbHO MEHbIIe X-XPOMOCOMBI U I0X0Ka HAa MaJIeHbKYI0 OyKBY “v”. Eciu X-
xpoMocoma coaep:kut 0k0J10 3000-4000 renoB, To My:KCKasi 0JI0Basi Y-XPOMOCOMA COCTOMT BCEro u3
26-33 reHoB (M3HA4YAJIBHO OHA coaep:kaja 0osee 1500 renos). [Ipogoskaronieecss yMeHbleHue Y-
XPOMOCOMBI, 2 3aTeM M ee MOJHOe pa3pylieHHe MOKeT PUBECTH K CHJIbHOI MOAM(PUKAINH MYKCKOT0
10J12 ¥ MOSIBJICHUIO CHAYaJ1a B 00JILIIOM KOJIHYECTBE FOMOCEKCYAJIUCTOB, 0eCIJIOAHBIX MYKYMH U
MY2KYMH € 5KeHCKHM THIIOM NOBeJeHMs, B CBA3HM C JOMHUHHPOBAHNEM X-XPOMOCOMBI, a 3aTeM
HeI0PA3BUTHIX KEHOIMOA00HBIX CYLIECTB, KOTOPbIe He CIIOCOOHBI K PoaaM, T.e. Joleil ¢ oaHol X-
xpomocomoii (XO). [lerenepanusi Y-XxpoMocoMbl 0bliIa BbIsiBJIeHA Y 5-15% 0ecnIoqHbIX MY;KYHH.
IMo3ToMy Hake MUKPOCTPYKTYPHbIe H3MEHEHHS B MOJOBBIX XPOMOCOMAX MOI'YT IPUBECTH K
oecrioauro. Jironm ¢ ogHoit X-XxpoMoCOMOH yKe ecTh: ITO JiIoaM ¢ cuHapomoM IllepieBckoro-
TepHepa, KOTOPBIH BCTpedaeTcsl KAK Y MY»KYMH, TAK M Y JKeHIIMH. Y JII0AeH ¢ 3TUM CHHIAPOMOM
BEPXHSS YaCTh TYJOBHIIA TAKAS ’Ke, KAK Y MYKYUH, HHZKHSSI — KAK Y )KeHIIMH. B HACTOsI1IIee BpeMs
3TOT cHHAPOM Berpedaercs y 1 u3 3000 mykuuH. Takike ecTb onaceHusl, YTO U3-32 MOCTEINEHHOI0
paspymieHusi Y-XpoMOCOMbI U HAPYLIEHUS CIIePMATOreHe3a, Pe3K0 CHU3UTCH MPOLEHT POKACHUS
MAJIBYUKOB. A B KOHEYHOM cYeTe MAJIbYMKH U BOBCE MEePECTAHYT POKAATHCS.

N3meHeHMs B OJIOBBIX XPOMOCOMAX Ha0J/I01aeTcs U y sKeHIMH. HebaronpusiTHbie aHTPONOreHHbIE
(pakTOpPBI MOTYT NIPUBECTH K OLICTPOMY pa3pylIeHUI0, 2 IOTOM U MCYE3HOBEHHUIO OTHOM U3 X-
XPOMOCOM M K MOSIBJIEHUIO CHA4YaJIa B 00JIbIIIOM KOJIUYeCTBE J1eCOMSIHOK, 0eCIVIOAHbIX U
MY:KeNog00HbIX sKEHIIIMH KAK pPe3yJbTAaT pa3pyllieHNsi TeHOB B X-XPOMOCOME, a 3aTeéM BCe TeX Ke
HEI0OPAa3BUTHIX KEHIIUH, T.€. Jroael ¢ oqHou X-xpomocomoii (cunapom lllepmeBckoro-Tepuepa: XO).
IIpouecc pa3pylieHnsi reHOB B MOJIOBBIX XPOMOCOMAX Yy KEHITUH MIET MelJIeHHee, YeM Y MY KYMH.
KOJINYeCTBO MYTAallMid T€HOB Y 5KEHCKHMX 0c00eil KaK 4eJI0BeKa, TAK U ;KMHBOTHBIX MPOUCXOAUT B 4-6
pa3 MeHbllIe, YeM Y MY:KCKHUX. O1HA 3 NPUYMH 00Jiee MeIJIEHHOM JereHepanuy, BO3MOKHO, CBSI3aHA C
HAJIM4YMeM JABYX X-XPOMOCOM, KOTOpPbIe AYOJUPYIOT APYT APYra. ¥ My:KUMH J100ble MN3MeHeHusI B Y-
XpOMoOCOMe MPOSIBJISIIOTCS B CJIeYI0NeM MOKOJEHUH MAJIbYUKOB.
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Bcerpeuaercss npuMepHO B OHOM ClIydae Ha 25 ThIC. )KUBOPOKACHHBIX JeTe. PUCK
YBEJIIMYHBACTCS MPOMOPIIMOHATLHO BO3pACTy OEpeMEHHOM XeHIIUHBL. B 75%
ciy4aeB cCUHAPOM llaray BO3HMKAET, KOT/Ia 10/ MOJIYyYaeT Tpu 13- XpoMOCOMBI
BMecTO IBYX. Okono 20% ciiydaeB CBA3aHbI C TPAHCIOKAIUEH N30BITOUHOM
XPOMOCOMBI. YHACJEIOBAHHAS TPAHCIIOKAIUS YBEIIMYUBAET BEPOATHOCTD
MOBTOPEHUS CUHJIPOMA B CJIEAYIOIIEM MTOKOJICHUU. XPOMOCOMBI 000UX pOAUTECH
HEOO0XOIMMO UCCIIEI0BATh, YTOOBI YCTAHOBUTD, SIBJIICTCS JIU TPAHCIOKAITUS
YHACJIEJOBAHHOM.

CHUMIITOMBI. Jletu ¢ cunapomom Ilatay uMeroT cxoHbie puzndeckue
O0COOCHHOCTH: MaJICHbKas rojioBa, MOKaThii Mpo(uib, MaJICHbKHUE IJ1a3a,
MMOPAXKEHUS KOYKU WJIM JILICHHBI HAa TOJIOBE, HEHOPMAJIbHBIE YIIIHU, PACIICILUICHHBIE
BEpXHsIs T'y0a 1 HEOO, JTUIITHUE MaJIbIlbl HA pyKaxX WM HOrax (MOJIMAAKTHIINA).
Mmnorue aetu ¢ cuaapoMom l[latay UMEOT BPOKIAEHHBIE TOPOKU CEPALIA U
MOYETIOJIOBOW CUCTEMBI.

BOJILIIMHCTBO I€TEW YMUPAET B TEUEHUE TIEPBOTO TOJIA )KU3HU, HEKOTOPHIE
JO’KMBAOT J0 ABYX JieT. BEIKUBIIIHME OTCTAlOT B YMCTBEHHOM U (PHU3UYECKOM
PA3BUTHUHU U YACTO CTPAJAIOT SMUJICNITUYECKUMU PACCTPONCTBAMHU.

JIEHEHUE. HcnpaBuTh XpOMOCOMHBIE HAPYILIEHUSI HEBO3MOXHO. KoMmIuiekcHast
paboTa rpynibl pa3iudHbIX CICHAATMCTOB 3aKJIFOYAETCS B MOCTOSIHHOM KOHTPOJIE
32 COCTOSIHUEM 3JI0POBbsI OOIBHOTO U MOAIEPIKKE CEMbH.
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Cunopom Joeapoca
(cunopom 18-mpucomuu)

Bcerpeuaercst B oqHoM cirydae Ha 6600 :KuBopoRaeHHbIX, T0YTH 80% mopakeHHbIX —
neBOYKH. PUCK ero nosiBjieHusi yBeJN4YNBACTCS MPONOPIHOHATBHO BO3PACTY
OepeMeHHOM xkeHIUHBI. B 95% ciaydyaeB cunapom JaBapaca nosiBjasieTcsi, €CJim BMECTO
AByXx 18-x xpomocom pedGeHKOM yHac/aen0BaHO TPU. B ocTtaabHbIX 5% ciiydyaeB CMHIAPOM
JnABapAca BbI3BAaH TPAHCJIOKAaNUel, B KOTOPOoH n30bITouHas 18-1 xpomocoma
NPUCOCAUHACTCH K APYroi xpomocome. B ciryyae yHac1e10BAHHON TPAHCIOKALMMA PUCK
MOBTOPEHMSI CHHAPOMA JABap/Aca B CJeAYI0IeM MOKOJECHUH J0CTAaTOYHO Beauk. /i
TOT'0 YTOOBI ONPeeJIUTh, SIBJISIETCH JIM TPAHCIOKAIUA YHACIEIOBAHHOM, HEO0X0AMMO
HCCJIEeA0BATH XPOMOCOMbI 000MX POAMTEJICH.

CHUMIITOMBI. letu ¢ cMHAPOMOM JABapACa 00BIYHO POKIAITCH NEPEHOUICHHBIMH,
HO C 3HAYUTEJIbHbIM OTCTABAHMEM B PA3BUTHHM U MAJICHbKMMHU OTHOCHTEJILHO BO3PacTa
mioaa. Pu3nyecKue MPOABJICHUSA CHHAPOMA JABAPACAa BKIKYAKT YIJIUHEHHYIO I'0JI0BY
CO 3HAYMTEJIbHBIM BbINTYMBAHUEM Yepena y OCHOBAHMS, MAJICHbKUE HIUPOKO
paccraBjieHHbIE IJ1a3a, MAJICHbKHE POT U MOAOOPOAOK, HU3KO PACIOJI0KEHHbIE 1
Ae(popMUPOBAHHbIE YU, KOPOTKYIO rpyauny. HanOosiee xapakrepHas yepra — CxKATbIN
KYJIaK € YKA3aTeJbHbIM NMAJbIEM, IEPEKPbIBAIIINM APYrue Najblibl; 00J1bIIOH MaJjel]
YacTo HEAOPA3BUT WM OTCYTCTBYET, HOI'TH HA PYKAaX U HOraxX TaK:Ke ObIBalT
Heaopa3BUuThIMU. IIpu cuHapOMe JaBapaAca HepeaKo BCTPEYAKTCH MOPOKHU Cepaua u
MOYeK, JerKuX U Jua(parvbl, a TAKKe IPhLKU.

OO0bIYHA CHJIBHAS YMCTBEHHAS OTCTAJIOCTh. 3HAYMTEIbHOE YHCJIO0 IeTeH :KUBET He Dosiee
HECKOJIbKHMX MecsleB, a 00JbIIMHCTBO — He 0oJible roga. HemHorue 10:;xuBaror 10
MOAPOCTKOBOI0 BO3pacra.

JIEYEHUE. Cnioco0a ncnpaBuTh XpOMOCOMHBIE HApyHIeHUus HeT. PadoTa rpynnbl
Pa3JIMYHBIX CHIENHAINCTOB HANPABJIEHA HA TO, YTOObI 00€CIIeYUTh MOCTOSIHHBIN
KOHTPOJIb 32 COCTOSIHMEM 3/10POBbs PeOCHKA U MOAAEPKKY CEMbH.
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Cunopom /layna
(cunopom 21-mpucomuu)

Berpeuaercs B oqHOM ciydae Ha 7—10 ThIC. )KUBOPOXKICHHBIX I€T€ 000MX MOJIOB BO BCEM MUDE.
BeposTHOCTB €ro nosiBJI€HUs yBEIMYMBAETCS B 3aBUCUMOCTH OT BO3pacTa OepeMEHHON-KEHIIINHBI, a
uHorna u otia. Cunnapom Jlayna — Haunbolee pacpocTpaHEeHHOE TeHETUYECKOe 3a00IeBaHuE,
BBI3BIBAIOIIEE YMCTBEHHYIO OTCTanOoCTh. IIpu cunapome [layna ruiog Hacnemyer Tpu 21-e XpoOMOCOMBI
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% Beex
Jrofielt ¢ cuHapoMoM JlayHa UMEIOT TpaHCIOKalUK. DTO 03HAYaEeT, YTO U30bITOYHAs 21-s1 XxpoMocoma
IpHUCOEINHEHA K KaKoi-T10o0 apyroit xpomocome. Hexotopsie ronu ¢ cunapomoM JlayHna uMeroT
MO3au4HbII HA00p XPOMOCOM, T. €. YacCTh KJIETOK COIEP>KAaT HOPMAJIbHOE YHCIIO XpOMOCOM — 46, a ipyrue
— 47. Ecnu TpaHCIOIMPOBaHHASI XPOMOCOMA MJIM KOMOWHAIIHSI XpOMOCOM YHACIIE0BaHa OT OJHOTO U3
POIUTEINEH, BEPOSITHOCTh IOBTOPHOI'O MOSBJICHUS TPAHCIOKAIMH B CJIETYIOLIEM TOKOJIEHUH KOJIEOIeTCs OT
3 1o 15%. Jlns onpeneneHus yHacIeOBaHHON TPAHCIOKAIIMHA HEOOXOAMMO UCCIIEI0BATH XPOMOCOMBI
o0oux poauteneil. BeposTHOCTh NOBTOPEHUS KJIACCUYECKON TPUCOMHUH cocTaBisieT 1—2%.

CHUMIITOMBI: IInockoe JIMI0, MOHTOJIOUAHBIN pa3pes3 a3, OTKPBITHIN POT, KOPOTKUI HOC, TIIIOCKAs
NepeHoCHIla, KOCOIa3ue, MUTMEHTHBIE TISITHA TI0 KPalo paly’KKH; YBEJIIMUEHHE MTOTIEPEYHOr0 pa3Mepa
TOJIOBBI TIPY OTHOCUTEJIBHOM YMEHBIIICHUH MPOJIOJIBHOTO pa3Mepa; IIOCKUH 3aThIIOK; 1e(hOpMUPOBAHHBIE
HU3KO TTOCAXEHHBIE YIIIH; apKooOpa3zHoe HeOOo, 3yOHbIe aHOMaTMK, OOPO3MUaThIN A3BIK; KOPOTKAs IIMPOKas
1Iesi, KOKHas CKJIa/IKa Ha 11e€ y HOBOPOXKICHHBIX; KOPOTKHUE KOHEYHOCTH, TMIOBBITIICHHAS TIOJIBUKHOCTh
CYCTaBOB; JiepopMaIus TpyJHON KJIETKHU (KUJIEBUIHAS WIH BOPOHKOOOpa3Hasi; MbIIICYHAs

cJ1a00CTh; BPOXKJIEHHBIE MIOPOKHU CEPJILIA; MONIEpeYHast JaJI0HHas CKIIaJKa; YMCTBEHHAs OTCTAIOCTb.

YMCTBEHHAs! OTCTAIOCTh MOXKET ObITh BBIpA)KE€HA B pa3HOM cTeneHu. [loBeieHrne u NCUXMYeCKoe pa3BUTHE
TaKxe BapbupyloT. Jltoau ¢ cunapoMom JlayHa CKIOHHBI K OOJE€3HSIM OPTaHOB CIyXa U JAbIXaTeIbHBIX MyTeH.
Kpowme toro, y Hux B 20 pa3 yaiie, 4eM 00bIYHO, Pa3BUBAETCS JICHKEMUSL.

JIEYEHHUE. XpomocoMHbIE HapylIEHUS] YCTPAHUTh HEBO3MOKHO. Habironenue rpynnsl CrienuaaucToB,
XUPYPruuecKkoe BMEIIATENbCTBO C LENbI0 HCIIPABUTh BPOXKICHHBIE MOPOKU U AHTUOMOTUKH C IENBIO
JeyeHs] THPEKIIMOHHBIX 3a00JIeBaHUI MOTYT CYLIECTBEHHO MPOMIUTH KU3Hb JIFOIeH ¢ cuHApoMoM [layHa.
PanHee BMemIaTenbCTBO U MOCTOSTHHAS 3200Ta O 3J0POBBE, a TAKXKE CIIEUATLHOE BOCIIUTAHUE OYECHb
BaYKHBI, YTOOBI ITOMOYb OOJHHBIM JIFOISIM HanOoJee TIOJTHO Pa3BUTh CBOM CIIOCOOHOCTH.



Cunopom /layna




Hanoporus,

BO3IHUKHOBEHHH

HeBeHuKA.
TaxkuamMm o6pas3omM, NMPH3IHAKH, OTJIHYA-

A0JIA HACJAeOdCTBEeHHOCTH B
KoCcoJraiiocTtTH Od9eHDb

IOLIHECsE BbBICOKHMM  YPOBHEM KOHKOD-
JAaHTHOCTH, B 3HAYHTEJIEHOH HJH IIpe-
oGCs1angamIillel CcTerleHH AeTepMHHHPY-
IOTCsl Fr€EHeETHHUEeCKHMH dbaKTopamMHd U Ma-
JIO OO OBEepIXKEeHDbI BJHSHHIO YCJOBHHA
cpenbl. [IpuszHakKy, XapaKTepHU3yIollHe-
Cs BBICOKOH NHCKOPDAAHTHOCTLIO, HAIIPO-
THB, B OCHOBHOM OIINPEIASJISIOTCH BJIHSA-
HHUEeM cpenbl.

He cruenyer aOymMaTh, YTO MOHO3H-
roTHbI€ 6J/iH3HEellbl BCeraga AOJI?KHbI O6IT
abCcoJIIOTHO TIMOXOOHBLI OPYI OAPYTLY
KadeCcTBEHHBIM HNpH3IHaxkam. Ipuua
OTJHYHE MOTYT OBITE MYTAILHH CQ
YEeCKHX KJIeETOK ¥ BapHAalL¥uH B
CHH reHoB Ha BCcexX 2Tarnax
BKJOUYAsI camMble paHHUE.
upHuMepa MOXXHOC I[IpHBeg
MOHO3HIOTHBIX cecTep
KapHOTHIIOM, OOHAa H
Jga remodusitue, a
3HUTrOTHOH HOCHTE

pPakKTe-
ca Yesio-
HHbIX 2HO-
Peazyc-dax-
> POACTBEHHbIX
eTHUYEeCKOe KOH-

T € 0 B BH BR B AL
YIS HBIMH

Hurepec,
BCEero mMuUpa
BCeHHOCTH gJeJsioBeka, He
MnocJaenHue HecHSTHJIeTHSI
TECHO conpuKacaeTcst
C YUY XKALIMHM [AJISI HEro XHMHYeCKHMU
BellecrBamMu. *HHucno TrTaxkux BellecTs,
NIPpHUMEHSAEMbBbIX B OBITY, CEJIBCKOM XO33H-
crBe, INUHUeBOoH, (apMaKOJOTrHYIeCKOH,

234

—HMC

DU3HAKOB O0O-

MeEe>KNny ce-
HO, B CBSA3H
e pa3BUTHSA
I v HHX

JIHHM ©Oe3 J[pOoOsBJIEHHS
JesHH. JIHcKOoOpIaauTH(
cTpaMHd BO3HHKJIIA, B
C TEM, YTO HA paHg
HHAKTHBAILHASA
TIporeKaJsia IHo-4
HMcrnonesg
TOOA IO

AWUTE TPYAHOCTH B IIpHMeHe-
MeTO/[Aa B NeHEeTHKE HeJioBeKa?

prTe IIpHuMepb! NPpH3IHaAKOB HJIH
, OlNpeAe/IeHHbIX G/JIH3HEILOBbIM MEeTO-
I1o TaKoe KOHKODPJJAAHTHOCTb P Koraoa
HOMOJIB3YEeTC s 3TOT InoKasaTeJib B reHeTHKE
opexa?

HEeEKOTOPbBIX HAOACJICeNCTBCH HBIX

KOCMEeTHYECKOH IMNIPOMbBIIUIJIEHHOCTH H B
APYTrUux obJiacTsaX AdesITeJIbHOCTH JIoneH,
B HAacTOsiluee BpeMsi orpomHo. Cpenu
BTHX BellecTB €CTkh H TaKHe, KOoTophbie
BEbIZBIBAIOT MYTAaAIlHH.

Boaaronapst PasBHUTHIO Me A HLLH HbI
HeJIOBEK HAaYYHJICH OOoOpoThCsI C OYEeHb
MHOIruMH 3aboneBaHausaviua. OH yCII€LLIHO
3aumHiIlaeT cets1 OT GONIBLUIHHCTEBA OUeHbL
OMAacHbIX HHMEKILTHOHHbLIX 3a80oJiIeBaHUuH:
OCNbl, UyMbi, XOJ€phbl, MAJSPHH H OD-

XapaKTepPpHCTHKA MYy TANMOHHOIO
npoiecca y uUenoBexKa. HacTrTora XpoMOo-
COMHBIX MYTAILHHEA Yy dY9esioBeKa BeJiuKAa
H sABJISI€ETCs MIPpHYHHOH HapyILUeHHHE (mo
40924 ) Yy HOBOPOXMXKAEHHbIX. KpomMe YyIIo-
MHHABIUHXCH XPOMOCOMHBIX OOJIE3HEH




CuHAPOM «KOoLUaYbero Kpuka»

CuHIpoM Kolllaubero Kpuka (5p-) 00yCIIOBICH JeIeIMe KOPOTKOTO Iieda S-i
xpoMocoMbl. [TomymnsimmonHas yactora cuaapoma -mpumepHo 1:45 000.

JI1st JTaHHOTO CHHApOMa HanboJIee XapaKTepHbI CIEU(PUUECKUM TI71ad,
HaIIOMHWHAIOIIUI KOIIaYhe MSyKaHbe, TyHOOOpa3HOE JIMI0, MBIIIIEYHAs TUIIOTOHMS,
YMCTBEHHOE€ M (DU3UYECKOE HEJIOPA3BUTHE, MUKPOILIE(alvsi, HU3KO
pacmojioKeHHbIe, UHOTAA A€(DOPMUPOBAHHBIC YIIIHBIE PAKOBUHBI, SITMKAHT,
aHTUMOHTOJIOMIHBIN pa3pe3 Ma3HbIX IIeliel, kocornasue. MHorna HabmogaroTcs
aTpodusi 3pUTEILHOTO HEPBA U OYaru JenurMeHTanuu cerdyarku. Kak npasuiio,
BBISBJISIFOTCSA MOPOKU cep/iia. Hanbosee mocTossHHBIN MPU3HAK CHHAPOMA -
"Komaqui Kpuk" - 00yCJIOBJIEH U3BMEHECHUSIMU TOPTAHU: CY)KEHUEM, MSATKOCTBIO
XPAIIEH, OTEYHOCTHIO UM HEOOBIYHOM CKJIaI4aTOCThIO CIIM3UCTON 000I0UKH,
YMEHBIIICHUEM HAATOpTaHHUKA. I3MEHEeHUs Npyrux OpraHoB U CUCTEM
Hecnenn(UYHBI.

Ipoao/KMTEabHOCTD KU3HH Y 00JbHBIX ¢ 3TUM CHHAPOMOM 3HAYHMTEIbHO
CHUKEHA, TOJbKO 0K0J10 14% 13 HuX nmepe;kuBaroT Bo3pact 10 Jjert.



CuHAPOM «KOoLlaYbero Kpuka»




Cunapom Knalindenprepa BKIHOYAET CIydan MOJIUCOMHU IO MOJIOBBIM XPOMOCOMaM, MpPH
KOTOPBIX UMEETCSI HE MEHEE JIByX X-XpOMOCOM U HE MEHee ogHON Y-xpoMocoMbl. Hanbomee
4acTO BCTPEYAIOUIUNCA U TUIIMYHBIN 110 KIIMHAYECKOU KAPTUHE CUHAPOM — 3TO CUHJIPOM
Kiaitndensrepa ¢ Habopom 47,XXY. ITOT cuHApoM BeTpeudaercs ¢ yactotout 1:500 — 1:750
HOBOPOXKJIEHHBIX MAJIBYMKOB. BapuaHThI onucoMuu ¢ OOJIBIIUM YUCIOM X- U Y-XPOMOCOM
BCTpEUarOTCA peako. KIIMHM4YecKn OHU Takke OTHOCATCS K cuHapoMy KnaltHdensrepa.
[IpucyTcTBre Y-XpOMOCOMBI ONpEaesieT (OpMUPOBAHUE MYKCKOro noja. Jlo nepuonaa
MOJIOBOT'O CO3PEBAHUS MAIIBYMKH. PA3BUBAIOTCS MOYTH HOPMAJIBHO, JIUIIL C HEOOIbIITUM
OTCTaBaHMEM B IICUXMYECKOM Pa3BUTUM | eHeTMYECKUM AucOalaHC B CBA3U C 100aBOYHON X-
XPOMOCOMOM KJIIMHUYECKU MPOSIBIISIETCSA B IIEPUOJ IIOJIOBOTO CO3PEBAHUS B BUAE HEAOPA3ZBUTHUS
AUYEK U BTOPUYHBIX MY>KCKHUX IMOJIOBBIX MPU3HAKOB. CEMEHHBIE KAHAJIBIIBI YACTO
aTpoUPyIOTCs, a CIIEPMAaTO30U bl HE BBIPA0ATHIBAIOTCS, YTO SIBJISETCSA MPUUUHOMN
CTEPWIBHOCTH. Y MY>KYHH C CHHApoMOM KialiHdensrepa perucTpupyeTcs MOBBIIEHHbIN
YPOBEHb XapaKTEPHOTO IS KEHIIUH (OJIITUKYIIOCTUMYIUPYIOIIETO TOPMOHA, KOTOPBIi
BBIJICJISIETCS C MOYOM; MOJIOYHBIE JKeJIe3bl YBEJIMUEHBI, OJJHAKO K JIAKTAIlUX OHU HE CIIOCOOHHBI,
TaK KaK COCTOSIT U3 IJIOTHOM COEAMHUTENIbHON TKaHU. B nponecce Bo3amyxaHus y OOJIbHBIX C
3THUM CHHJIPOMOM CKJIAIBIBACTCS €BHYXOUIHBIN THUI CTPOCHUS TEJIA: Y3KUE TUIEYU U TPYAHAS
KJIETKa, IMUPOKUM Ta3, c1abo pa3BUTHIE MYCKYJaTypa 1 BOJIOCSHOM IMOKPOB Ha JIOOKE,
MOJIMBIIIIKaMH, cJ1ab0e OBOJIOCEHHME Jinia. bojibHbIE 00BIYHO UMEIOT BHICOKHH pocT. JIromau ¢
cunapoMomM KialiHdensrepa 00bIMHO O€3bIHUIIMATUBHBI U PEAKO CIIOCOOHBI K TBOPUYECKOU
neaTenbHOCTA. OHU JIETKO MOANAOTCS BHYIICHUIO U SMOLIMOHAIBHO HEYCTOWYHBHI.
HNHTEIIeKkT HepeIKo IPU 3TOM HE CTPAJAET, XOTSA B HEKOTOPBIX CIIydaesaX OTMEUYAETCs
3aJiepKKa YMCTBEHHOTO Pa3BUTHS, MOPOM MpUBOsIIas K nedunpHoctu. [loutn Bcerma
YMCTBEHHAs OTCTAIOCTh BBISBIISETCS Y OOJBHBIX C XPOMOCOMHBIM HabopoM XXXY win naxe
¢ XXXXY. Buenrne Takux marofeil MOKHO YETKO UICHTU(PUIIUPOBATH KaK MY>KUUH, OJTHAKO
OHH CTEPWJIbHBI U 00J1a7]al0T BHEIITHOCTHIO €BHYXOB. HECKONIBbKO CIIauTh MPOSIBICHUE
cunapomMa KiaitHdensrepa MOXKHO C TOMOIIBI0 HHBEKIIUM aHAJIOTa MY>KCKOTO TTOJIOBOTO
TOPMOHA METUJITECTOCTEPOHA, KOTOPBIE Bpaul PEKOMEHIYIOT HAYMHATH AeNaTh B Bo3pacte 10
— 11 net. [ToaTOMy O4YE€HB Ba)KHO BOBpPEMS UICHTU(PHUIIUPOBATH TAKKX OOJIBHBIX, YTO MOKHO
CHEJIaTh B PE3YIbTATE aHAIN3A UX KIIETOK.



CuHapom KnanHdenbTepa




CuvHppom ayonb-Y

Cungpom XYY xapakrepusyercs kapuoTurnoMm 47, XY'Y. OH BIIepBbIE ONKUCaH B
1960 r. HacToTra cuHapoOMa Mo CPEAHECTATUCTUYECKUM JAHHBIM COCTABIISIET CPEAN
HOBOPOXKJIEHHBIX 0KOJI0 1:1000. MHOTIA MTPUBOASATCS 3HAYUTEIBHO 00JIe€ BHICOKUE
madaeie— 1:250.

Hawnbosnee 4acThiM IPU3HAKOM SIBISIETCSI BRICOKUM POCT, KOTOPBINA Y B3POCIIBIX
OOJIBHBIX COCTABIISIET B cpeHeM 186 cM. OJIHaKO 3TOT MPU3HAK HE SIBIACTCA
a0COJIIOTHBIM, TaK KaK B JIMTEPAType UMEIOTCS ONMUCAHUS MY>KYUH C KAPUOTUIIOM
47, XYY cpennero pocta. Y 4acTH OOJbHBIX OTMEUAOTCS HEPE3KO BhIPAKEHHbIE
€BHYXOUIHBIE YEPThI TEJIOCIOKEHNUSA U JUCIUIACTUYECKUE TPU3HAKU: HENIPABUIIBHOE
CTPOEHHE 3y0OB, YBEJIIMUECHUE HIXKHEN YEITFOCTH, AHOMAJIbHbBIA NPUKYC, TCBUALIMS
KOJICHHBIX U JIOKTEBBIX CYCTABOB, PAIUOYJIbHAPHBIN CUHOCTO3. Y HEKOTOPBIX
OOJBbHBIX OOHAPYKUBAETCS MOBBIIIICHUE YPOBHSI aHAPOTEHOB U
TIOTeUHU3MpYoliero ropmona. Ilonosas ¢hyHkius He HapyieHa. Hanuuue
100aBOYHON Y-XpOMOCOMBI MOKET M HE COITPOBOXKIATHCSI KITMHUYECKOM
IIaTOJIOTUEN, HO, HECOMHEHHO, OHO KOPPEIUPYET KAK C UHTEIJICKTYaJIbHbIM
HEJIOPA3BUTUEM, TaK U C IMOLIMOHAIBHO-BOJICBBIMU HAPYIICHUSAMHU.

[Ipr NUTOr€eHETUYECKOM HCCIIEIOBAHUM C TIOMOIIBIO JTFOMUHECIIEHTHON
MHUKPOCKOTIHHU B OyKKaJIbHBIX Ma3kax oOHapykuBaeTcsi Y-xpomaTuH. [Ipu ananuze

KapHuOTHIIAa BBIABIEICTCA JOIIOJIHUTCIIbHAA Y—XpOMOCOMa.



Tpucomusa X

YacrtoTra TpucoMun-X COCTaBIISIET CPEIM HOBOPOXKICHHBIX JEBOUYEK U JKCHILMH
1:1000, cpenu ymcTtBEHHO OTCTaNbIX — 0,59 %. BONBIIMHCTBO AE€BOYEK M KEHIIMH
C TpUCOMHEN-X BBISBICHBI CPeJIM OOJbHBIX IICUXHUATPUIECKUX OOJIbHHUII.

Tpucomuto-X MHOTIA HA3BIBAKOT CUHIPOMOM TPHUILIO-X, OJHAKO 3TO HE SABJIACTCS
000CHOBAHHBIM: TPUCOMHUS-X HE 00YCIOBIMBAET YETKOTO MOCTOSHHOTO
CHUMIITOMOKOMILJIEKCA.

Knuaudeckue mposiBieHUs BeCbMa MOJIUMOP(HBI, a Y YaCTH MAIIUEHTOB C
TpucoMHen-X BOOOIIIe HE 00OHAPYKUBAETCS KAKUX-JIMOO OTKJIOHEHUM B
(bH3UYECKOM U TICUXUYECKOM Pa3BUTHH. BMecTe ¢ TeM OJJHUM M3 YaCThIX
POSIBIICHU TPUCOMUM-X SIBISETCS HEMTyOOKasi yMCTBEHHAsl OTCTAIOCTh, KOTOpas
orMmedaeTcst y 75 % 0onbHBIX. Oc000€ BHUMAHME MIPUBJICKAECT YaCTOTa 3a00JI€BaHUS
mu3oppeHneii. Y MHOruX OOJBHBIX C TpUCOMUEN-X HAOIIOAAIOTCS 3aeprKKa
(bH3UYECKOTO Pa3BUTHSI, HETPYObIe TUCTUIACTHYCCKUE TTPU3HAKH: STTUKAHT, BHICOKOE
TBepJ10€ HE0O0, KITMHOAAKTUIINS MU3HHIEB. Pexxe BcTpedaroTcsi 00JIbHBIE BHICOKOTO
pocTa. Y HEKOTOPHIX MAIMEHTOB OTMEUYaeTCs OecIionne, 00yCIOBICHHOE
HEeI0pa3BUTHEM (DOJIUKYIIOB.

JInarHo3 CTaBsT TOJIBKO MPU UTOTCHETUYECKOM UCCIICIOBAHNUU: BBISBIISIOT 47
XPOMOCOM M JBOWHOM MOJIOBOM XpOoMaTHH. ONMUCAHO TaKXK€ MHOIO CIIy4aeB TaK
HazbpIBaeMoil monucomMun-X: Terpacomus (XXXX) u nenracomusi (XXXXX) ¢
COOTBETCTBYIOILIUM YBEIIMYEHUEM KOJIMUYECTBA TEJEL ITOJIOBOI0 XpoMaruHa. B aTtux
CJIy4dasiX CTENEHb MCUXUYECKOT0 HEAOPA3BUTHUSI BEIpAXKEHA IpyOee U KOPPEIUPYET C
KOJIMYECTBOM JIOTIOJTHUTEIBHBIX X-XPOMOCOM.



OCHOBaH S




[ NntoKoLUepebpo3nao3sbl

BboJae3np I'ome — 10 HAanboJIEE YACTO

BCTpEYAroIascs HacJIeICTBEHHAs! 00JIe3Hb
HapyIICHUs] HAKOTUICHHUSI, IPU KOTOPOI
uMeeTcs 1e(UIUT JTU30COMHOTO
dbepMeHTa, pacuIeIISIONIEeTo
HEPaAMUITITIOKO3Y, UYTO TPUBOJIUT K
00pa30BaHMIO TaK HA3bIBAEMBIX KIJIETOK
[omre.

Knuaunyeckasi kKapruHa 00J1€3HM:
OTMEYAeTCs Mpeodaaroilee yBeanueHmue
MapEeHXUMAaTO3HbIX OPraHOB, 0COOEHHO
cene3eHku. [Ipu 3ToM cruieHoMeranus
COIIPOBOK/IAETCS TUTIOCIVICHU3MOM C
TPpOMOOILIMTONICHUEH, aHEMUEH 1
nerikonenue. Hanbosee gacto
MOPa)KAKTCs JUCTAIbHBIC YaCTH
TpyOUarbix Koctel, 75% OOJbHBIX UMEIOT
ocTeonopo3. KoctHeie KpUu3bl MOTYT
MPOTEKATh C OCTPOU OOJIBIO.

boJse3ns ®adpu - Hacneayercs
cuemieHHo ¢ X-xpomocomou. [IpuunHoi
3a0osieBaHus ABisieTcs JeEKT hepmMeHTa
a-TaJlakTo3uIa3bl A.

OOpazyromuecs B pe3yibrare aedexra
(dhepMeHTa MPOAYKTHI (TPUTEKCO3UII- U
JUTAJTAKTO3UIIEPAMHK/]T) HAKAIIJIMBAKOTCS B
MOYEYHBIX KaHAJIbIAX, B CEPJICUHOMN
MBIIIIE, B CKEJIETHBIX MBIIIIAX, B
HEWpPOHAX FOJIOBHOTO MO3ra, B 3HIOTEIUU
BCEX COCYNOB. B MOpaeHHBIX TKaHAX
OOHapyXUBAIOT MEHUCTHIE KIIETKU U
cyAaHO(UIIbHBIE TPAHYJIBI.

HaxoruieHne TIMKOJIMIUIA BhI3hIBAET
XapaKTEePHbIC CUMIITOMBI: OBICTPYIO
YTOMJISIEMOCTh, CHUYKEHHUE OCTPOTHI
3peHMUs, TOBBIIIICHUE apTEPUATHLHOTO
JaBJICHUS. Y JeTei BO3ZHUKAIOT MIPUCTYIIBI
JUXOPaJKu, 00U B pyKax U HOTax,
MPOTEUHYPHSI, AHTHOKEPATOMBI.
[Iponoikaronieecss HaKOIJICHUE JTUITUI0B
MPUBOIUT K MOYECYHOUN U CEPACUHOU
HEJI0CTAaTO4YHOCTHU B Bo3pacte 30-40 ner.



DeHUNKeTOHYpUS

DenuiakeTonypus (PKY) - tsakesioe HacieacTBeHHOE 3260/1eBaHue,
HACTyHnamliee BCJeACTBHE BPOKIAEHHOr0 fedekTa pepMenTa, 0TBEYAIOIIETO B
OpPraHu3Me 4eJI0BeKa 32 HOPMAJIbHbIM 00MeH (peHUTAIaHUHA (OHON U3
He3aMEHUMbIX AMUHOKHCJIOT, BXOASIIMX B COCTAB 0eJiKa).

IIpu 3a00/1eBaHUN HAPYIIAKOTCHA 00MEHHbIE NMPOUECChl, 0COOCHHO BAaYKHbIE /IJIA
Pa3BUBAKIErOCs MO3ra pedeHka. B KpoBU U APyrux »KUAKOCTAX OPraHu3Ma
HAKAIJIMBAETCS B 00JbIIOM KOJUYECTBE (DEHUIAIAHUH U MOBBILICHO 00pa3yl0TCs
TaKHe BelleCTBA KaK ()eHIINMUPOBUHOTPATHAA, (PEHUTIMOIOYHAS U
(peHUTYKCYCHASl KUCJIOThI, KOTOPbIE BHIICJATCS B MOBBIIMICHHBIX KOJUYECTBAX C
Mo4ou. CjieicTBMEeM HAPYIICHHOT0 00MEHA B MO3re SIBJISIETCH THXKeJI0e
NCUXUYeCcKoe Heaopa3suTue. Eciiv He mpeanpuHATO CBOCBPEMEHHOE JIeYeHHEe, TO
00JIbHBIC HA BCK KM3Hb OCTAKTCS INIYOOKMMH WHBAJIMIAMM.

[Hocrynawimuii B opraiu3m (peHuIaJIaHUH HAET HA MOCTPOeHre 0eJIKOBOU Lernun
WM NpeBpaiaercsa B TUPO3uH. OTcyTcTBHE B Ie4eHu pepmeHTa
(peHNIATTAHUHTUIPOKCUAA3BI NPENATCTBYET HOPMAJIBLHOMY MPEBPAILEHUIO
(pennasiannHa MM B TUPO3UH. [ToaTOMY heHUTATAHUH UCIIOJIb3YeTCH JIUIIb
NpH CHMHTe3e 0eJIKa, 2 U30bITOK HAKAIJINBACTCS B KJIETKAX MeYeHH U Monajaaer B
KPOBOTOK, I/l¢ KOJIUYeCTBO (PEHUTATAHUHA ABJIACTCH TOKCHYHBIM JJISl KJIETOK
mo3ra. [louku He cipaBJsSIOTCA ¢ ero peadcopoOumei, B pe3yjabTare 4ero OH
BbIBOAUTCH ¢ MO4YOH. UMeHHO HajIM4YKe 3TOr0 (PEHUJIKETOHA B MOYe 1aJ10
OCHOBAHHUE HA3BATh COOTBETCTBYIOIIEE MATOJIOTHYECKOE COCTOAHUE
(peHnJIKeTOHYPH I,



3a0osieBaHUE HACAEAYETCS MO ayTOCOMHO-PELIECCUBHOMY TUMy. YacToTa
romorctTuaypum coctapiisiet 1:200 000 HoBopokieHHBIX. B 0CHOBE 3a001€BaHUS
JIEKUAT OTCYTCTBUE WK CHHXKEHUE AKTUBHOCTHU (DE€pMEHTA LIUCTATUOHUHCUHTETA3bI, YTO
BEJICT K HApYIIEHNI0 0OMEeHa MeTHOHMHA. Ko(akTOpOoM IIMCTAaTHOHCUHTETA3bI SIBJISICTCS
ButaMuH B6. [ToaToMy HabtOmaeTcss UpUI0KCHHYYBCTBUTEIIbHAS U
MUPUIOKCUHPE3UCTEHTHAS! (DOPMBI. Y POIMTENEH U POJACTBEHHUKOB OOJBbHBIX YaCTO
0OHapY>KMBAIOT MN30(ppeHuto. PaioM aBTopoB oTmMevaeTcsi (GEHOTUITNYECKOE CXOICTBO
¢ 0osie3Hb0 Mapdana. OHaKo, pY TOMOIIUCTUHYPUHU B OTIIMUKE OT 00Je3Hn Mapdana
0oJiee BhIpKEHBI N3MEHEHN ST HEPBHOW CUCTEMbI, CHUKEHUE UHTEIICKTA U CYyAOPOKHbIN
CUHJIPOM.

@opMbl 3a001€BaHMS: KJTACCUYECKas, CBA3aHHAs C JI€(DUIIUTOM yTUIN3allUA BUTaMUHA
B,; 00ycioBieHHas HApYyLICHHEM METa0oH3Ma (POITUEBOH KUCIIOTHL.

Kimanuecku 1eTu, 00JibHbIE KIIACCUYECKON (DOPMOM, HPH POKICHUUN BBITIISISIT
3I0POBBIMH. BO3MOXXHBI JIMIIB 3aJ€pKKa poCcTa U pa3BUTHs. /[narno3 oObIYHO
YCTAHABJIMBACTCS MOCIE 3-X JIET, KOTJIA BBISBISCTCA MOABBIBUX XpycTainka. OCHOBHOU
PEHTIEHOJIOTUYECKUM MPU3HAK - TEHEPAITM30BAHHBIN 0cTeoropo3. [1pu
TOMOLIMCTUHYPHUU HAOIIOAACTCS KIIMHUYECKUN OJTMMOP(DU3M.



[ ucTnonHeMuns

3aboJieBaHrE€ BO3HUKAET B PE3YJIBTATE OTCYTCTBUSI MJIM HEJOCTATOYHOCTU AKTUBHOCTH
dbepMenTa ructuasbl. Hacnemyercs ayTocoMHO-penieccuBHO. Jis geTei mepBoro roja
YKU3HU TUCTUJIMH — HE3aMEHUMAasl aMUHOKUCIIOTa. [Ipu HejocTaTke TMCTUAMHA B 9TOM
BO3pACTE OTMEYAETCS HApYIICHHUE PETCHIIMU a30Ta, BBIABISAETCS AS(PUIIUT MacChl Tena,
MOSBJIAIOTCSA IMIETYIICHUE KOXKH U 9K3€MaTO3HbIE BhIChIIaHMs. [Ipyu ructuamaeMun
MPOUCXOAUT HapyIIeHHe caMoro 3PpHEKTUBHOTO aKTUBHOTO MyTH Karaboju3mMa —
MpEeBpalllCHNE TUCTUANHA B YPOKAHUHOBYIO KUCJIOTY (3TUM ITyTEM B HOpME
KaTraboau3upyeTcs Ooblas 4acTh TUCTUIUHA). B pe3ynbraTte MeTaboandeckoro 0Jioka
IIPOUCXOJUT HAKOIIJICHHUE B KPOBU M MOYE TUCTUNHA. YBEIMYECHUE aKTUBHOCTH
TPAHCAMUHUPOBAHUS U YCUJICHHBIN MTEPEBOJ TUCTUINHA B UMUJA30JITUPOBUHOTPATHYIO,
MMUJI030JIMOJIOYHYIO U UMHUJI030JIYKCYCHYEO KUCIIOTHI SIBJISIETCS KOMIIEHCATOPHO-
MIPUCIIOCOOUTEILHOM peaKkIueii opranu3ma.

CuMITOMBI: OT TSXKEIOM YMCTBEHHON OTCTAJIOCTH JI0 MOJHOTO OTCYTCTBUSA KaKUX-JTU00
cuMNToMOB. CHMKEHUE MHTEIJIEKTA BhIsIBIsieTCs Jinilib Y 50% OoNbHbBIX AeTell. bonbHbIE
TUCTUIMHEMHEN UMEIOT CBETIIBIN LIBET BOJIOC, roJyoObie Ma3a. Ha mepBbIi 11aH y Takux
JETEN BBICTYNAECT MOPAKEHUE HEPBHOM CUCTEMBI: CHUKEHUE UHTEIUIEKTA, HAPYILLICHUE PEYH,
CYAOpOTH. A y IeTel ¢ HOpMaIbHbIM UHTEIJIEKTOM MOXKHO BBISIBUTh OCOOEHHOCTH MCUXUKHU
IPU TUCTUAUHEMHH: SIMOIIMOHATBHYIO JTAOUIBHOCTD, arPECCUBHOCTb.



Hapyurennss oOMeHa Tpunrodana

boJsiesns 'apTHena. AyToOCOMHO-pPELIECCUBHBIN TUIT Hacaea0BaHud. [Ipu nanHOM
3a00J1€BaHUY HAOII0AAETCSI TEHETUYECKOE U3MEHEHUE TPAHCTIOPTHOU (PYHKIIMU KIIETOK
CIIM3UCTON 000JIOYKM KUIIIEUHUKA U MPOKCUMAJIbHBIX OT/I€JIOB MOYEYHBIX KaHalbIeB. s
oone3nu ['apTHena xapakTepHbl KOXXHasE POTOUYCTBUTEIBHOCTD, MEJLIArPONO00HbIN
JIEPMAaTUT, MO3KEUKOBAs aTAKCUs C BOBJICYEHUEM B MPOLECC MUPAMUIHBIX IyTEH, HAPYLICHUE
(GYHKIIUHU KETYJOUYHO-KUIIIEUHOTO TPaKTa. Y HEKOTOPBIX JIETEHl BBISBIISIETCS YMCTBEHHAS
OTCTaJIOCTb.

Nuaukanypus. B ocHOBe 3a00J1eBaHUS JICKUT HApyIIEHUE BCACBIBAHUS TPUNITOPaHA B
KHILIIEYHUKE C 00pa30BaHUEM M30BITOYHOTO KOJIMYECTBA MH/I0JIA, KOTOPBIM BCaChIBaeTCH,
OKHUCJISIETCSl, Cyb(paTupyeTcs U BbIACISETCS B BUJE HHAUKaHA. [lociieTHni OKUCIISIETCS 110/
BJIMSIHUEM BO3/yXa J0 roy0ooro MHAMKaHa, OKPAIIMBAIOIIETO MEeJICHKU B CUHUM 1BET (00JIE3Hb
"royObix neneHok").Ilpu nHauKkanypuu HaOMOAaeTCs TUIEPKAIbIUEeMHUs], HE(YPOKAIBLIUHO3,
MEpUOANYECKAs TUIIEPTEPMUS.

Cunapom Taga. AyTrocoMHO-periecCuBHbIN Tull HacienoBanus. [Ipu cunapome Tama
HaAOJIOIaeTCsl HEMOCTAaTOK (pepMeHTa TpunToPaHIUPPOIa3bl, KaTaTU3UPYIOIIETO
npeBpalieHue Tpuntodpana B KUHypeHUH. HapylieHus cBsizaHbl ¢ SHAOTEHHBIM Je(DUITUTOM
HUKOTHHOBOW KHUCJIOTHI M M30BITKOM MHIOIBHBIX coeauHennii. [Ipu cunapome Taga otme
yaeTcs IyOoKasi yMCTBEHHAsl OTCTaJ0CTh, HAHU3M, MO3KEUKOBasl aTaKCHsl.

Cunapowm Ilpaiica. ['eneTnueckuii fepexT KUHYpEHUHTUAPOKCHIIa3bl. Habmtonaercs
M30BITOYHOE BBIJICJICHUE C MOUOM KMHYPEHUHA 3a cYeT 0jioka pepmenTa. OCHOBHOE
NposiBJIcHUE cuHapoMa llparica — ckieponepmus.



HapyiieHnus MMy HgTe

* ArammarnobynmHemus



ArammarnodynmHemms

e ATAMMAIJIOBYJIMHEMMA (rped.oTpuil. IpUCTaBKa a- + raMma-
100yyuH + rped. haima KpoBb; CHH.: IAHTUIIOTaMMAa-[IIO0YJIUHEMHUS, 00JIE3HB
bpyToHa) - HacIEACTBEHHOE 3a00JIEBaHKE, XapaKTEPU3YIOIIEECs OTCYTCTBUEM
WJIM PE3KUM CHUKEHUEM COJICpKaHUS B KPOBU raMMa-nio0yanHOB. [Ipu 3Tom
CHIKAETCS UJIM CTAHOBUTCSI HEBO3MOYKHOU BBIPA0OTKA AHTUTEIN, B CBSI3U C
4yeM OOJIbHBIE C araMMario0OyJTMHEMHUEH YPE3BBIYAMHO MOIBEPKEHBI
UH(PEKITUOHHBIM OOJIE3HSIM.

* AramMmariaoOyiauHeMHus - peqkoe 3adoneBanue (qactora 1:1 000 000). Tun
HACJICIOBAHUSA - PEIIECCUBHbBIN, CLETUVICHHBIA ¢ X-XpOMOCOMOU. BeTpeyaercs
TOJBKO Y MaJbUMKOB, OOBIYHO B BO3pacTe a0 6 eT. HaunnaeTcs 3a0oeBaHue
O0OBIYHO CO 2-TO roAa KU3HHU, HO MEPBBIC €r0 MPU3HAKU MOTYT IOSIBUTHCS YKe
B KOHIIE 1-ro rojga. Knnandecku araMMarioOyanHeMus XapaKTepUu3yeTCs
PEeLUIUBUPYIOIINMU OaKTEepHaTbHBIMUA HH(PEKIIUSIMH, B TO BpEeMs Kak
BUPYCHBIE IEPEHOCATCS OOBIYHO YIOBIETBOPUTEIbHO. MH(MDEKITNOHHBIS
0OJIE3HH MPH araMMarioOyJIMHEMUH IIPOTEKAIOT JJIUTEIBHO, C YaCThIMU
000CTPEHUSIMH U TSHKEIBIMHU OCIIOKHEHUSAMH. OTMEUar0TCs IOBTOPHBIE
ITHCBMOHMH, OTUTHI, THOJICPMHH, CETICHLC.
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CuHOpomMm BbépbecoHa

 bépbrecona-Dopcmana-JleMaHa CHHAPOM —
HaCJICACTBeHHAs popMma cnaboymus ¢ oxkupenuem. IIcuxuka
XapaKTePpU3yeTCs] YMCTBEHHBIM HEJOPAa3BUTHEM CTCIICHU
UJIMOTUH U HAJTUYUEM SISO TH(POPMHBIX HPHUIIAIKOB,
arpeCCUBHBIMU TCHACHIUIAMHU, aP()EKTUBHBIMU BCIBIIITKAMH.
ComaTu4ecKu - MaJIblil WJIN KapJUKOBBIM POCT, genu valgum,
THIIOTHPEO3, JUCILUIACTUUCCKHE YePTHl B CTPOCHHH JIUIIA U
yepena (OaIeHHBINA Yeper, Y3KHE ITIa3HbIEC IIEJIU, KOXKa U
MOAKOKHAs OCHOBA B 00JIaCTH J10a U IIEK OTE€YHbI, YIITHbIC
PaKOBHHBI YBEJIUYEHBI). OXKHUPEHUE PABHOMEPHOE, HECKOJIBKO
00JIbIITIE BEIPAXKECHHOE B 00JIACTH MOJIOYHBIX JKEJIE3.
['umorennranu3M. Yaie 00JICIOT MyKYUHBI. 3a00JICBAHUE
HACJICAICTBEHHOE, TUIl HACJIEAOBAHUA PELIECCUBHBIN,
CUEIUICHHBIN C IOJIOM.



Mykoeucyudo3s

MykoBHuCIUI03 - (OT JATUHCKOTO MUCUS - K3k, Viscidus - BSI3KUii) caMoe
pacmpoCTpaHEHHOE HACJICICTBEHHOE 3a00JIeBaHUE, IPU KOTOPOM MOPAKAKOTCS BCE
OpraHbl, KOTOPBIC BBIAEISIOT CEKPEThI. DTO OPOHXOJETOYHAs CUCTEMA,
MOJKEITYI0UHAs JKeJie3a, IeY€Hb, OTOBBIC JKEJI€3bl, CIFOHHBIC JKEJE3bI, JKEJIE3bI
KHUIIIEYHHMKA, MOJIOBBIE KeJe3bl. M3-3a nedexra (MyTalMu) reHa CEKpeThl BO BCEX
OopraHax BSI3KHME, TYCThIE, TIOATOMY MX BBIJICJICHUE 3aTPYIHEHO. B Jlerkux n3-3a
BSI3KOT'0, YaCTO THOMHOTO CEKPETa, TPYIHOOTAEISIEMOTO 1 CKAIlJIMBAIOIIETOCS B
OpOHXaXx, TOBOJIBLHO OBICTPO (MHOTIA YK€ B IEPBBIC MECSIIBI )KU3HU) PA3BUBAIOTCS
BOCHAJIUTEIIbHBIE TPOIECCHI - IOBTOPHBIC OPOHXUTHI W/WUJIM MTHEBMOHUU C
MOCTENIEHHBIM ()OPMUPOBAHNEM XPOHUYECKOTO OPOHXO0JIETOUHOTO Tpolecca. Y
JETe OTMEUAIOTCS MOCTOSHHBIN pa3Ipa’karolinil (MHOTIa KOKJIIOIIETIOI00HbIN )
KallleJsib, OfbIKa. M3-3a HenocTaTtka (epMEHTOB MOIKETYIOUYHOM JKEJIE3bl Y
OOJIBHBIX MYKOBHCIIU030M ILIOXO MEPEBAPUBACTCS MUIIA, IO3TOMY TAKUE JICTH,
HECMOTPS Ha MOBBIIICHHBIN alllIETUT, OTCTAIOT B BECE, Y HUX OOMJILHBIN, dKUPHBIH,
3JIOBOHHBIN CTyJl. M3-3a 3aCTOSI )KE€JTUM Y HEKOTOPBIX AETEH pa3BUBACTCS LIUPPO3
MIEYEHU, MOTYT C(HOPMHUPOBATHCS KAMHU B KEITYHOM ITY3BIpE.

MykoBUCIIM03 3aJI0KEH B T€HAX U IiepenaeTcs mo HacneAacTy. Kaxapiii 20-i
KUTEJIb TJIAHETHI SIBJISECTCS HOCUTENEM 1€(DEKTHOTO reHa. MyKOBUCITUI03
BO3HHUKAET Y PEOCHKA B TOM CIIy4ae, €CJIM OH OT 000UX poAuTeNeH (M OT Mambl, U OT
Tarbl) MOJIYYHII IO TeHy ¢ MyTanuel. Hukakue npupoHble KaTaKJIu3Mbl, 00JI€3HU
POAUTEIIEN, UX KYPEHUE WU MMPUEM AIKOTOJIBHBIX HAIIMTKOB, CTPECCOBBIE CUTYAIUA
3HAYEHUS] HE UMEIOT. MYKOBHCIIHA103 OMHAKOBO YaCTO BCTPEYACTCS KAK Y
MAJIBYMKOB, TaK U Y JIEBOYEK.



KpemuHusm

KPETHUHMU3M - (ot ppanu. cretin - ciabOyMHBIN, KPETUH ), 3HTOKPUHHOE
3200JI€BaHUE - HEAOCTATOYHAA (DYHKIMS [IIMTOBUIHOM KEJE3bI, 3aJICPIKKa
(PM3UUECKOTO U MCUXUYECKOTO PA3BUTHS; NIaBHBIM 00pa30M B TOPHBIX. paiOHaX
C HEJIOCTAaTKOM MO/ia B BOJIEC WJIM KaK HACJICICTBEHHAs MaTOJIOTUA.

[IprunHBI pa3BUTHS KPETUHU3MA CBA3aHbI C MPUPOAHBIM (IK30TC€HHBIM )
ne@uIUTOM 110/1a B BOAE W NMHUIIE WJIK SHIOFEHHOM HEI0CTATOYHOCTRIO €TO0.
CpenHuil poCcT B3pOCIbIX O0JIBHBIX KPETUHU3MOM: MY>KUrH 146,7CM, sKeHITUH
140cm. ¥V cTpamarommx KpETUHU3MOM KOPOTKHE KOHEYHOCTH, KPUBBIE HOLH,
IIUPOKUE KUCTU C KOPOTKUMHM NaJIbIIaMK; YEPEI KPYIIIbIN, JINIO ¢ HU3KUM
7100M, OAYTI0BATOE, HOC CEITIOBU IHBIN, ITIa3HbIC BIAAUHBI TIIyOOKHE, YIIIH
OOJIbIIIKE, A3BIK IUPOKUI, HE TOMEIIAIOLINICS BO PTY, KOPOTKHE PEAKHE 3YObI.
Koxa OnieiHast, cyxasi, 0BoJ0oceHre OeaHOe. HacThl MyNOYHBIE U TTAXOBBIE
I'PbDKY, YBEIWYECHUE MUTOBUIHOMN JKEJIE3bI; MOJOBbIC OPraHbl HEAOPA3BUTHI.
Cy1iecTBeHHO HapyllleH 0OMEH BEIIIECTB; TEMIIepaTypa Tejia CHUXKEHA.
[TOCTOSIHHBIM U BBIPAXKEHHBIM PACCTPOMCTBOM SIBISICTCA CHUYKEHUE CITyXa
(HEpenko ryxoHemoTa). [lcuxuyeckas OTCTanoCTh IPU BIPAKEHHOM
KPETUHU3ME JIOCTUTAET CTEINEHU UIUOTUU. bOJIbHBIE MEIIUTEIbHBI, COHJIUBBI,
peYb UX 3aJiepKaHa; yCBOCHUE 3HAHUN U TPYAOBBIX HABBIKOB 3aTPYAHEHO U
3aMelIeHO. JIeueHne - KOMIIEHCUPYIOIUE HEAOCTATOYHOCTh IIIMTOBUIHOU
xenesbl npenaparsl. [[pu JiedeHun ¢ paHHEro AETCTBa MHOTHUE OOJIbHBIE
KPETUHU3MOM MPUOOPETAIOT HABBIKH K CAMOOOCTYKMBAHUIO U CIIOCOOHBI
BBITIOJTHSITh HECIIOXKHBIE OJHOTUITHBIE pa00ThI. [IpoduitakTrka - HoaAUpPOBaHUE
BOJbI Y TIHIIIHN.



IlenpevyayHnam

o Jlenmpeuaynu3sm (leprechaunismus; upianj. leprechaun raom;
CUH. JIOHOXbIO CUHAPOM) - HACJICACTBEHHAs OOJIC3Hb JKCHIIMH,
0OyCJIOBIICHHAS. HAPYIICHUSIMH Pa3BUTHS U TUCHYHKIIUSH
HJIOKPUHHON CHUCTEMBI; XapaKTepH3yeTCsl THIOTpOodueH,
MaJIbIMU pa3MepaMH JIMIa, TUPCYTU3MOM, YBEIUUYCHUEM
MOJIOYHBIX JK€J1€3, KIUTOPa U MaJIbIX MOJIOBBIX I'YO0,
TUIepIUia3ue SMYHUKOB U OCTPOBKOBOIO arapara
OMKETYI0OYHOM JKeJIe3bl, HAKOILUICHUEM ITIMKOT€HA M JKejie3a B
MEYSHH, KaIbIIMHO30M II0YEK; HACAEAYETCs IO ayTOCOMHO-
PELIECCUBHOMY THUITY, OTPAaHUYEHHOMY IOJIOM.






[[emMornoomnHonaTumn

e T'emormoOMHONMaTHH (OT TEMOMIOOMH M Iped. pathos - cTpaganue,
00JI€3Hb), TeMOIJIOOMHO3bI — COCTOSTHHS, 00YCIJIOBJIICHHBIC IPUCYTCTBUEM
B KPACHBIX KPOBSHBIX TEJbIaX (SPUTPOLIUTAX) OAHOIO MM HECKOJIBKUX
aHOMAJIbHBIX (MMATOJIOTUYECKUX) FreMOITTIOOUHOB. BhiziesnieHo cBeiie 50
MaTOJOTMYECKUX PA3HOBUIHOCTEN reMOII00MHA, BOSHUKIIIMX B PE3YJIbTaTe
BPOXKAEHHOTO, TIEPEIaBa€MOro 110 HACJIEACTBY AeeKTa 00pa3oBaHUs
O€JIKOBOHM 4acTHU TreMornoonHa - nobuHa. [Ipu anHoManusx reMorioOnHa
HapyLIAtoTCA (PU3NKO-XUMHUYECKUE CBOMCTBA SPUTPOLIMTOB, OOMEHHBIE
IPOILIECCHI B HUX; SPUTPOIMTHI CTAHOBATCS MEHEE YCTOMYMBBIMU K
Pa3IMYHBIM FEMOJIM3UPYIOMUM (pakTopam. IIpu nepenaye
reMONIOOMHOIIATH OT OJHOIO U3 POJAUTEICH (T€TEPO3ZUTOTHBIN THUIT
HacJICAOBAHUS ) HOCUTEN MAaTOJIOTMYECKOTO TeMOITI00MHA MOTYT OBITh
MPAKTUYECKHU 3J0POBBIMU JIFOABMM; MPH TIepeaade reMOorIOOMHOIIAaTUH OT
000ux poauTesieil (roOMO3UTOTHBIN THII HACIEA0BAHUS) Y AE€T€ BOZHUKACT
KapTUHA TSKEIOro reMoiin3a. Hanbosee pacnpocTpaHeHbl U OTJIWYAIOTCS
TSOKECTBIO TIPOSIBICHUIN CEPIIOBUIHOKIIECTOUHAS (JpenaHouTapHasi)
aHEeMUSI U TaJaCCEMMUHI.



e CepnoBuaHokJjerouHas anemus (HbS) cBsizana ¢ Hanuunem
B SPUTPOIUATAX [MATOJIOTMYECKOro remoriioonna S. [lpu 3Toi
(popMe reMorIoOMHONIATHH SPUTPOIUTHI B YCIOBHUAX
CHIDKEHUS TTAPIUAIBHOTO JABJICHUS KUCIOPOaa B
OKpYKaroIIeu cpesie mpuooperaroT popmy cepra. Lpu
YBEJIMYECHUH B KPOBHU KOJUYECTBA CEPIIOBUIHBIX SPUTPOLIMTOB
HapacTaeT BA3KOCTh KPOBH, 3aMEIJISICTCI KPOBOTOK,
IIPOUCXOAUT PA3PYIIEHUE CEPIIOBUIHBIX SPUTPOILIUTOB,
Pa3BUBAIOTCS TPOMOO3bI B PA3JIMUHBIX OpraHax. ¥y
IPaKTAYECKU 310pOBbIX HOocuTenern HbS ceproBuiHOCTH
SPUTPOLIUTOB U MOSBICHHUE IIPHU3HAKOB 3a00JICBAHUS MOTYT
HAaCTYMNUTh JIUIIb B YCIOBHUSIX TUIIOKCHH. [ToaTOMY BCceM
HocuTessiM HbS nipotuBonokasaHsl cinyx0a B aBUaIvH, a
TaKXe MOJIETHI HA CAMOJIETAX 0€3 JOCTATOYHOTO
KMCJIOPOJIHOI'O 0OECIICUCHMS.



Tanaccemus

Tanaccemus - 3a001€BaHue, pACIPOCTPAHEHHOE B CPEIUZEMHOMOPCKUX
CTpaHax. XapaKTepHU3yeTcs 3HAYUTEIbHBIM MOBBIIIICHUEM cojiep:kanus HbF
B KpoBH. [lomararor, 4To mpu 3TOM 00pa30BaHKE HOPMAJTBHOTO
remoniioonHa HbA nogaBneno. HapymeHno takxe oOpa3zoBaHue
XKeJIe30CcoIeprKalle yacTu reMornioonHa (rema). Paznuuaror 00mblinyto,
MaJIYI0O I MUHUMAJIbHYIO Tajlaccemuro. [Ipu rerepo3nuroraom
HacJICAOBaHUN PA3BUBAIOTCS Maas, MJIM MUHUMAJIbHAs, TaIacCEMHUS, IIPH
TOMO3UTOTHOM - OoJbIas. [{nsg Bcex (hopM TaaacCeMuu XapaKTEPHO
HaJIMYWE B KPOBH "MUIIICHEBUIHBIX'" 3PUTPOILIUTOB, B KOTOPBIX T€MOITIOONH
PaCIoJIOKEH B IIEHTPE KJIETKU B BUJC MUIIICHH.

[Ipr3Haky CEPIIOBUIHOKIECTOYHON aHEMHU U TaJaCCEMUU (3aI€pKKa
OOIIIEro pa3BUTHUS, AHEMMUS, JKEJITYIIHOCTb, YBEJIUUYECHUE TTICUCHH,
CEJIE3EHKN, N3MEHECHUSI KOCTEH CKEJIETa) MOSBIISIIOTCS C PAHHETO JETCTBA.
OciokKHEHUEM CEPIIOBUIHOKIETOYHON aHEMUH SIBJISIFOTCSI TPOMOO3BI
COCYIIOB KHUIIIEYHUKA, IUTMEHTHBIC KAMHU B )KETYHBIX ITYTAX.



I'emoduiausi — PerieccuBHO HacneayemMoe 3a00eBaHue, CICTUICHHOE C X- XPOMOCOMOIA.
I'emodunust A - Hapyienue cunte3a gakropa VIII (anturemodunbHoro riodyauna A).
I'emodunus B, minm 6ose3nbp Kpucrtmaca, - Hapyienne cunresa ¢gakropa IX
(anTuremoduiabHoro modynuHa B). I'emodunus C — ayToCOMHO-PELIECCUBHO HACIeAyeMas
0oJ1e3Hb, 00YCIIOBIICHHAS HapyllleHueM cuHTe3a (akropa XI (aHTureModuIbHOTO TI100yIUHA
C). 'emodunusa A u B BcTpeuaeTcs y My>KUUH, KEHIIIUHBI SBJISIIOTCS KOHYKTOpaMH 00JI€3HU;
remoduius C nopaxaeT 06a mona. Cpeau O0NbHBIX ¢ HACAEACTBEHHBIMU KOATyJI0NaTUsIMK Ha
reModuinio A npuxoautcsa 68-79 %, na remodpunuio B — 6-13 %, remodunuio C — 1-2 %.
Hedpuuut ¢pakTopoB NPUBOAUT K 3aMEIJICHUIO 00pa30BaHUs KPOBSIHOTO CTyCTKa (TpoM0Oa),
KOTOPBIN JTOJKEH BBITIOJIHUTD 3aIIUTHYIO POJib, OCTAHABIMBAS KPOBOTCUECHHUE U3 MUKPOCOCYIOB
(Iunamerpom Oomnee 100mMkm).

Kunnunveckas kapruHa. KpoBoreueHrne 1 KpOBOTOUMBOCTD MPOSIBISIOTCS € JETCTBA
(IMTEeNTbHOE KPOBOTEUEHHUE U INIOXOE 3aKUBJICHUE TyTIOYHON PaHKH, MOJKOKHBIE,
MEXMBIIIEYHBIEC, BHYTPUCYCTABHBIE T€MAaTOMbI, KDOBOTEUEHHUSI IIOCJIE TPABM U ONEpaluid, Ipu
CMEHE MOJIOYHBIX 3y0O0B, KETYA0UYHO-KUIIIEYHbIE U OYEUYHbIE KpoBOoTeUeHUs ). ['eMopparuu
0COOEHHO YacCThl ¥ BBIPAXKEHBI Y OOJIbHBIX C TsKeNou popMoit 6oJie3H ( ypOBEHb
anturemoduibHoro gakropa — ot 0,5 10 2%); y OOJIBHBIX CO CPETHUMU U JIETKUMU PopMaMH (
aHTUreMOPuIbHBIN pakTop — oT 2,5 10 30%), a Takxke y 007abHBIX ¢ TeModunueit C
CIIOHTaHHAsI KPOBOTOYMBOCTh MEHEE XapakTepHa. JJisi TakuxX OOJIbHBIX OTIACHBI JIFOOBIE
ONEPATUBHBIE BMEIIATEIHCTBA, OCIOKHSIOIIECS OOMIBHBIMU U JJIUTEIIbHBIMU
KpoBoTeueHUsIMU. [[oBTOpSIOIIMECS KPOBOU3IUSHUS B JTOKTEBBIE, TOJIEHOCTOIHBIE CYCTaBHI,
MEXMBIIIEYHBIE U BHYTPUMBIIICYHbIE TEMATOMBbI ( TEMAaTOMHBII THUIT KPOBOTOYMBOCTH) BEAYT K
XPOHUYECKHUM apTpO3aM, KOHTPAKTYpaMm, aTpo(UK MBIIIILI, ICEBAOOMYXO0JISIM OPIOLIHOMN
MOJIOCTH, CyCTaBax, MbllIax oenpa. [locneacTBusi KpOBOTEUEHHI M YaCThIX TpaHCPy3ui
OPUBOAST K ayTOMMMYHHBIM cUHApoMaMm: nossieHue antures Kk VIII u [X dakropam
(anrubuTopHas gopma remMmodUINM), pa3BUTHE BTOPUYHOIO PEBMATOMAHOTO CUHAPOMA,
aMUJION103 TIOYEK, ayTOUMMYHHas aHEMUSL.



Tpombounun

TPOMBO®UJIINU 'EMATOI'EHHBIE — cocrosiHus, XapaKTEpU3YyOIMKNECS HAKIOHHOCTBIO K
Pa3BUTHIO PELIUIUBUPYIOIINX TPOMOO30B KPOBEHOCHBIX COCYIOB (MPEUMYIIIECTBEHHO BEH) pa3HOU
JIOKAIN3AIAH BCIIEICTBUE HAPYIIIEHUN COCTaBA U CBOWCTB KPOBH.

Otuonorus, naroredes. Pa3nuyaroT 7Be OCHOBHBIE TPYIIbI FEMATOT€HHBIX TPOMOODUIIHIA:

— CBSI3aHHBIC MPEUMYILIECTBEHHO C U3MEHEHUSIMHU PEOJIOTMYECKUX CBOMCTB U KJIETOYHOTO
cocTaBa KpOBH;

— O6YCJIOBJ'ICHHBIC NNCPBUYHBIMHU HAPYIICHUAMHAU B CUCTCMC I'EMOCTAa3a.

B nepBoii rpyrmne BeIAEHSIOT (OPMBI, CBI3aHHBIE C U30BITKOM KJIETOK KPOBHU U €€ CTYIIEHUEM
(MOMULIUTEMUSI, SPUTPOLIMTO3bI, TPOMOOLIMTEMHUHN U JIP.), C HAPYIICHUAMHU (HOPMBI U
ne(opMadenbHOCTH SPUTPOIIUTOB (HAPUMEDP, MHOXKECTBEHHBIE TPOMOO3bI U UH(PAPKTHI TPU
CEPIIOBUIHOKJIETOYHOW AaHEMUH ), C MIOBBIIICHUEM BSI3KOCTH IJIA3MBI.

Bo BTOpoO¥i rpyIine BoIIETSIOT POPMBI:

— CBSI3aHHBIC C MOBBIIICHUEM aeralMOHHON PYHKIIMK TPOMOOLIUTOB (B TOM YMCJIE€ BCIIECICTBHUE
HapYILIECHUS PABHOBECHS MEXYy CTUMYJIATOPAMU U MHTUOUTOpaMH aderaiuu B Mia3Me
KpPOBH);

— CBSI3aHHBIE C TUNEPIPOAYKIHUEH U TUIIEPAKTUBHOCTHIO (hakTopa Buiedpanaa;

— CBSI3aHHBIC C IEPUIIUTOM WA AHOMATUSIMU OCHOBHBIX (DU3UOJIOTHUECKUX aHTUKOATYJISTHTOB-
antutpoM6Ouna II1, 6enkoB C u S;

— CBSI3aHHBIC C JS(DUITUTOM UM aHOMATUSAMU (PAKTOPOB CBEPTHIBAHMS KPOBU U KOMIIOHEHTOB
(GUOPUHOIUTUYECKON U KAJNTMKPEMHKUHUHOBOM cucTeMbl (neuuut daxtopa XII,
MJIa3MEHHOTO MPEKALTUKPENHA, BBICOKOMOJIEKYISIPHOTO KWHUHOTEHA, aKTUBAaTOpa
TUIA3MUHOTEHA, PSJT MOJICKYJISIPHBIX aHOMaIui (UOpUHOTEHA U JIp.).

Bce 3Tu HapyiieHust MOTYT ObITh HACJIEICTBEHHBIMHU, T. €. TECHETUYECKU 00YCIOBIEHHBIMU, U
MPUOOPETEHHBIMU (CUMIITOMATUYECKUMM ).






docdaT-gnabet

DOOCPAT-INABET — 1oMUHAHTHO CLIETJIEHHOE ¢ X-XpOMOCOMOM 3a00JIeBaHHE C
IIIyOOKMMH HapyIIeHUsIMHU (PochopHO-KaIbIIMEBOTO 0OMEHA, KOTOPhIE HE yIaeTcs
BOCCTAaHOBHUTH OOBIYHBIMU JI03aMH BUTamMuHa D. B CBsI3U ¢ 3TUM MOSIBUIOCH APYyroe
Ha3BaHHE OO0JIE3HU - PAXUT, PE3UCTCHTHBIN K BUTAMHHY D; 0JIHAKO B I€HCTBUTEILHOCTU
peub UACT HE O paxuTe, HO O PaXUTOMOA00HOM 3a00JICBaAHHUH.

Otuonorus, narorenes. [Ipenanonararot, yto npu docdar-quadeTe HapyIIeHbI
HSH3UMATUYECKHUE MPOIIECChl TpeoOpa3oBaHus BUTaMUHa D B akTUBHBIE
TOPMOHOIO00HBIE CYyOCTAHIIMU WU CHUYKEHA YYBCTBUTEILHOCTD PELIEITOPOB AMUTEIIHS
KUIIIEYHUKA K JIEUCTBUIO ATUX META00IUTOB. XapaKTepPHIMUA OUOXUMHUYECKUMHU
MpU3HaKaMu SIBJIAOTCA Pocdarypus, runodocdaremMus, HOBHIILICHHE AKTUBHOCTH
MapalUuTOBUIHBIX KEJE3, BHICOKAs aKTUBHOCTb 11€JI0YHOM (pocdarasbl KpOBHU.
PeabcopOnus Kaaplius B KUIIIEYHUKE CHUYKCHA.

Knunnueckast kaptuHa. @ocdar-auader UMeeT CXOHbIEC YepPThl ¢ OOBIYHBIM D-
Ne(PUIUTHBIM PAXUTOM, HO U OTJIMYAETCSI OT HETO TE€M, UTO MPU TAHHOM 3a00JICBaHUU
OTCYTCTBYIOT IPU3HAKHU 001N MHTOKCUKAIIMU, OOIIEE€ COCTOSIHUE OCTACTCS
yIOBJICTBOPUTEIbHBIM. B oT/IMuMe OT paxuTa Npolecchl 0CTEOMAISIIUA U OCTEOUTHOM
TUIIEPIUIa3uU BhIPAKEHBI TPEUMYIIIECTBEHHO B KOCTAX HMKHUX KOHEUHOCTEN
(MCKpUBJICHUE JJIMHHBIX TPYOUYaThIX KOCTEN WK Ae(opMaliis KOJICHHBIX U
rOJIEHOCTOIMHBIX CycTaBoB). Knmuaudecku gocdar-auadeT nposiBisieTCs HE B MIEPBbIE
MeCSIIbI )KU3HH, 2 BO BTOPOM MOJIYTOJIUM KM3HH, TTOCIIE€ TOTO KaK JETH HAYMHAIOT
BCTaBaTh Ha HOXKH.

Conepxanue dhochopa B KpoBU O0JBHBIX CHHXKEHO 710 15-20 MI/J1, ypoBEeHb KajbIUs HE
M3MEHEH. 3HAUUTEIBHOE MOBBIIIEHUE YKCKpelun ¢ocdaroB ¢ Mouol (B 4-5 pa3 BbIlIe
HOPMBI) HAOJIIOAAETCSI HEMOCTOSIHHO U 3aBUCUT OT aKTUBHOCTH MATOJIOTHYECKOTO
mpoiiecca.



HacnencTtBeHHbIV HEPPUT

HACJIEJCTBEHHBIN HE®PUT. DTnonorus, narorene3 He u3ydeHsl. [Ipennonaraercs, 4ro
3a00sieBaHKE CBSI3aHO C MyTallMel reHa, KOHTPOJIUPYIOIIETO CHHTE3 CTPYKTYPHBIX OCJIKOB
MOYEYHOU TKaHU, a TakKxKe Apyrux opraHoB. CylIecTBYET JiBa BapraHTa HACJIEACTBEHHOTro Hepura
- cUHJIpoM AJbIIOpTa U rematypuyeckuit Hepput. bosee Tskenoe TeueHrne 00Jie3HN HAOMIOIAETCS Y
JIUI MY>KCKOTO T10JIa, YTO CBUETEIBCTBYET O BOBMOXHOCTH HACIEAOBAHUS 110 JOMUHAHTHOMY
THUITY, YaCTUYHO CLEIJICHHOMY C TIOJIOM.

Knunnueckas kaptuHa. [ emaTypuyecknil BApUaHT HAYUHAETCS HE3aMETHO, MOYEBOM CHHIPOM
BBISIBIIACTCA CIydaniHO. OTEKHU M apTepUAbHAS TUIIEPTEH3US OTCYTCTBYIOT, HO MOSIBIISIIOTCS IIPH
Pa3BUTUH MOYEYHOW HEAOCTATOYHOCTH, KAK MPABUIIO, B IOAPOCTKOBOM BO3PACTE WIIA Y B3POCIBIX.
MoueBo# CUHIPOM XapaKTEPU3YETCS SPUTPOLIUTYPHUEH PA3IIMYHONU CTEIIEHU - OT HE3HAYUTEIILHOTO
YBEJIMUCHUS KOJIMYECTBA SPUTPOLIMTOB A0 MakporeMarypuu. OOHaApYKUBAIOT TAK)KE YMEPEHHYIO
MIPOTEUHYPUIO U Y HEKOTOPBIX JAETEU - MPEXOISILYIO JIEMKOUUTYpHUI0. bakTtepuypun, Kak mpaBuio,
He ObIBaeT. buoxuMuueckoe uccaeJ0BaHNe KPOBU HE BBISIBIISIET BEIPAKEHHBIX CIBUIOB, Y
HEKOTOPBIX JE€TE MOXKET HAOII0AaThCA HEPE3Kash TUCIPOTCUHEMUS U TUTIEPIIUITUIEMHUSL.
[TapumanbHbie GYHKIMU MOYEK B TEUCHUE JITUTEIBHOTO MEPUOJIa OCTAIOTCS HEHAPYIIIEHHBIMH,
VMHOT/IA BBISBISIETCA THIEPAMUHOALUIAYPUS IEPETPY30UHOTO WA PEHATBHOTO TUIa. bomee
TSDKEJIBIE TIPOSIBIICHUST XaPAKTEPU3YIOT CUHIPOM AJIBIIOPTA, PU KOTOPOM UMEETCS COUETAHUE
MOPAKECHUS MOYEK, I71a3 U TYTOYXOCTH. B CBSI3M C TEM UTO TYyrOyXOCTh Pa3BUBAECTCA B MO3THUX
CTaausAX 00JIe3HHU, paHHee Au(depeHIIMPOBaHUE CHHAPOMA AJIBIIOPTA MOXKET OKa3aThCs
3arpyaHUTENBHBIM. [lopaxeHue ciiyxa 00yCI0BIECHO MOPAKEHUEM CIIyXOBOTO HEPBA WU
KOXJICAPHOTO anmnapara u 'y HEKOTOPBIX OOJBHBIX BBIABIISIETCS TOJIBKO MPU ayAMOMETPUUYECKOM
UCCIICIOBAaHUU. Y OOJIBIIIMHCTBA JIETEH C HACTIEACTBEHHBIM HEQPUTOM OOHAPYKUBAIOTCS CTUTMBI
JM33MOpPHUOTeHE3a B BUJI€ AHATOMUYECKUX AaHOMAJIMI CTPOEHUSI MOUYEBOM CUCTEMBI, a TAK¥KE
BHEIIHUE CTUTMBbI (TUIIEPTETOPU3M, AHOMAJIMM CTPOEHUSI YIIIHBIX PAKOBUH, MAJIBIEB PYK U HOT).
JI1st TsiKensIX popM HACHEACTBEHHOTO HEPpUTA XapaKTEPHO MPOTPEIUCHTHOE TEUEHHUE C
ITOCTEMEHHBIM PAa3BUTUEM XPOHUYECKOM MMOYEYHON HETOCTATOYHOCTH.



bone3Hn HepBHOU CUCTEMBbI,_

. P
Py "?Z.f"

&
. ’
,Omunencus _« %

.



Jriusiericusi

IIMUJIEIICHUS — xpoHndeckoe 3a001€BaHNE FOJIOBHOTO MO3Ta,
XapaKTEePU3YIOIIEECs] TOBTOPHBIMU MPUCTYIAMH, KOTOPHIE BOSHUKAIOT B PE3YJIbTATE
YpEe3MEPHONU HEMPOHHOW AKTUBHOCTH U COMTPOBOXKIAKOTCS PA3IMYHBIMU
KIIMHUYECKUMU U MAPAKIMHUYECKUMU MIPOSBICHUSIMU. B OCHOBE 3MUJIETICUU JIEKUT
MOBBIIICHHAS HEHPOHHASI aKTUBHOCTH C BHICOKOBOJIBTHBIMU TMIIEPCUHXPOHHBIMU
pazpsaamu (3nuientudeckui ovar). Hanbonee yacto snuiienTHYeCKUe MPUCTYIIbI
BCTPEUAIOTCS B IETCKOM Bo3pacte. [[pucTynsl y 1eTeil XxapakTepu3yroTcsi HE TOJIbKO
BBICOKOW YaCTOTOM, HO U OOJIBIIEH CTEIEHBIO BEIPAXEHHOCTU. IMEHHO B mIepuof,
KOTJIa UJIET THTEHCUBHOE Pa3BUTHUE MO3Ta, MPUCTYIbI MOTYT HPUBECTHU K
BTOPUYHBIM U3MEHEHUSIM CO CTOPOHBI IICUXUKU pEOCHKA. Y JIETeH pa3InuHbIC
CYIOpPOXHBIE€ COCTOSIHUS BCTpeyaroTes B 5-10 pa3 yaiie, yeM y B3pocibix, B
MPOUCXOXKJICHUH SUAJICTICUA OCHOBHOE 3HAYEHUE UMEET B3aNMO/ICHCTBHE
HACJIEICTBEHHOUN MPEAPACIIOIOKEHHOCTH U TOPaXEHUs TOJI0BHOTO Mo3ra. [Ipu
OOJBIIMHCTBE (DOPM SMHIICTICUA OTMEYAETCS MOJUTCHHAs HACIIEACTBEHHOCTb,
MPUYEM B OIHUX CIIydasiXx OHA UMEET OOJIbIIYIO, B APYTUX - MEHBIITYIO 3HAYUMOCTb.
HaciiencTBeHHOCTD SIBIIETCSA BaXKHBIM (PAKTOPOM B pa3BUTUHM >nuierncuu. [lpu
aHaJIN3€ HACJIEACTBEHHOCTH HY>KHO YUHUTBIBATh MPEK]IE€ BCETO SIBHBIE TPU3HAKHU
0oJIe3HH, MPpUAABasi ONPEACICHHOE 3HAYEHUE U TAKUM €€ TIPOSIBJICHUSIM, KaK
3aMKaHUE, YYUTHIBATh XaPAKTEPOJIOTHUYECKIUE OCOOEHHOCTH JTUYHOCTH
(KOH(QJIUKTHOCTD, 3JI00HOCTh, NEAAHTU3M, HA30MIUBOCTH). K npeapacnonararoniym
(hakTOpamM OTHOCSITCSA OPraHUYECKUE LepeOpaIbHbIE Ae(PEKThI MEPUHATAIBHOTO WUIIN
MPUOOPETEHHOTO (TIOCIe HEMPOUHMEKITUIA WIIH YEPETTHO-MO3TOBOUM TPaBMBbI)
XapaKTepa.



Muonatus

e Muonarusi (0T mio v rped. pdthos - ctpajganue, 00JI€3Hb) —
IPOTPECCUPYIOINE MBIIIIEUHBIC TUCTPODUH; OTHOCATCS K
HaCJIeICTBEHHBIM 3a00JIeBaHUAM. MHoONaTuy MOTYT MEpPeAaBaThCs MO
ayTOCOMHO-PEIECCUBHOMY, JOMUHAHTHOMY U CIEINICHHOMY C IOJIOM
TunaM. B oCHOBe pa3BUTHS MUOIIATHH JI€XKaT HapyllIeHHe 0OMEHa B
MBIIIEYHBIX KJIETKaX, "3BMEHEHUE CUHTE3a HYKJIEUHOBBIX KHUCJIOT,
3HAYMTEIbHOE IIpeodIagaHue YCKOPEHHOTO paciiaia OCIKOB MBIIIIL Ha/T
M3MEHEHHBIM MX CHHTE30M. MBIIIIIIBI IIPU MUOIIATUH UCTOHYEHBI, YaCTh
BOJIOKOH 3aMeIll€Ha KUPOBOI TKaHbIO; MPH ANEKTPOHHON MUKPOCKOIIUH
OOHapY’>XMBaIOT U3MEHEHHUE CTPYKTYPhl MEMOPAH MBIIIIEYHBIX KICTOK.
OCHOBHBIC MPU3HAKK MUOMATHUH - HapacTarollas MbIIIIeYHas c1ad0oCTh,
CUMMETpUYHAs aTpO(Hs MBIIIII, CHUKEHHUE CYX0KUIbHBIX pe(IeKCOB, B
MO3JIHUX CTaauAX - Ae(opmalius kocTeit u cyctaBoB. I1ocTOSHHO
BBIPa)KEHBI BEr€TaTUBHOTPOPHUUECKUE PACCTPOMCTBA.



IlenkognctTpodoun

MeTtaxpoMaTu4yeckasi JJeHKOAUCTPOPpust
(neiikogucrpodus lloasua-I' pundpuima)
OTHOCHUTCA K O0JIE3HSIM HAKOIUICHMS JIUTIHAIOB.
OCHOBHBIM MaTOT€HETUYECKUM MEXaHU3MOM
ne6roTa u 3Botounu MJI siBisieTcsi reHeTUYECKU
JE€TePMUHUPOBAHHOE CHU)KEHUE aKTUBHOCTH
JU30COMHOMU apuicyiabdarassl A. 10 penkoe
(BcTpeuaetcs ¢ yacrotou 1:40000)
HACJIEZICTBEHHOE ayTOCOMHO-PELNCCUBHOE
3a00JIEBAHKME XapaAKTEPU3YETCS XPOHUYECKUM
MPOrPEeIMEHTHHIM TeueHueM. CUMITOMBI
MOSIBJISIFOTCSL HA BTOPOM MJIA TPETHEM IOy
*U3HU pedbenka. OcHoBHbIE Mpu3HaKu MJI:
paccTpouCTBa CHA, HAPYLICHUS OCAHKH,
ITOCTETIEHHOE UCYE3HOBEHUE PEUEBOU
CIIOCOOHOCTH, IPOIPECCUPYIOLINE aMaBPO3 U
IJIyX0Ta, CHACTUYECKUE Mape3bl (MIOCTENEHHO
NepexosIIie B IeepeOpallMOHHYIO
PErHIHOCTh), YMCTBEHHAs OTCTAOCTh. B
¢dunane Oonesnu y nanreHToB MJI netaibHbIM
ucxo Hactynaet yepes 1-3 roma. [Ipu
TUCTOMOP(OJIOTUYECKOM UCCIEAOBAHUU
HEPBHOU TKaHU BBISABIISIETCS METAXpOMa3Hsl
MUEJTUHOBBIX 000JIOUEK, )KUPOBask AUCTPODHUS
HEPBHBIX KJIETOK, IIABHBIM 00pa30M OTIOKEHUS
JUNUAO0B B 3y0O4aToM sJipe, HO U B APYTHX
rpynmnax sjiep roIoBHOTO U CIMHHOTO MO3Ta.

Boae3nb Kpadoe-beneke - Haciienyemas
sHIE(DaonaTus IETCKOTro Bo3pacTa ¢ ObICTPO
IIPOrpeCcCUpyIolIe nepedpaibHON
JETeHEPALUEN, IEMUACITMHU3AIAEH,
IPOSBIISIIOIIASACS TOBBIIIEHUEM MBIIIEYHOTO
TOHYCa, NPUCTYIIAMHU TUIEPIUPEKCUN U
HapylIeHUsIMU uHTEeIekTa. OObIYHO
NeOI0TUPYET B Bo3pacTe 3-6 Mec. DTHOJIOTHS U
natoreHes3. HegoctatouHocTh
raJIPKTO3WIIEpaMul|3-rajJakTo3uaa3bl MPUBOAUT
K HAaKOTUICHUIO TaJlaKTO3UJI-C(OUHTO3MHA B MO3TeE,
nepudepruuecKux HepBax, MovKax,
BBIPQ)KEHHOMY aCTPOLUTAPHOMY TITHO3Y,
UH(GUIBTpaK 0EJI0ro BEleCTBa MO3ra
XapaKTEPHBIMU MHOTOSIIEPHBIMU KJIETKaMH,
JNEMUEITMHU3ALINH.

KnuHnueckas kapTuHa: paHHAsS UHQaHTUIbHAS
dbopma (Hagano B 3-6 mec.); | ctagus:
MOBBIIIEHHAs] BO30YAMMOCTh peOEHKa,
JBUTATENIbHAs PeaKLMsl (TOHUYECKHUE CyIOPOTH)
Ha 3BYK, CBET U T.J.; OBBIIIEHHE MBILIEYHOTO
TOHYCA, 3aMEIJIEHUE PA3BUTHUS, IPUCTYIIbI
runiepnupexcud; Il cranus: pazsurue
OMKUCTOTOHYCA C TOHUYECKUM pa3ru0aHueM pyK
Y HOT, yTpaTa BC€X HaBbIKOB, MUOKJIOHHH,
CYIOPOXHBIE MPUTIAJKH, TUIIO- WIH apediekcus,
npuctynsl runepnupexkcuu; I1I cragus:
neuepeopaiiusi, OyJibBapHbIE pacCTPONCTBA,
CyZOpOry; no3AHssA HH(paHTUIbHas hopma:
paHHee pa3BUTHE aMaBpO3a, OCTENEHHOE
HapyLIEHUE UHTEIUIEKTA U JBUKEHUH.



TopCcnMoHHaa ANCTOHUA

TOPCUOHHASA IUCTOHMUS — HacnencTBeHHOE 3a001€BaHNE HEPBHOM CUCTEMBI,
XapaKTepU3yoIeecs: HAPYIIEHUEM MBIIIEYHOTO TOHYCa U CBO€OOPa3HBIMU JBUTATEIbHBIMU
pacCcTpOMCTBAMH - BPAILIATEIIbHBIMHA THIIEPKUHE3AMMU.

B ocHoBe 3a00i1eBaHs JISKHAT NOPAKEHUE KIIETOK MOJIKOPKOBEIX 00pa30BaHHM I'OJIOBHOTO MO3Ta
U 3y0uaroro sijipa Mo3xkeuka. Yare HaOm0qal0TCsl €IMHUYHbBIC Clydan 00JIE3HHM, HO MHOTAA
3200J1€BafOT HECKOJIBKO YJICHOB OAHOM CeMbH. XapaKTepHBIC IS 3a00I¢BaHUS THIICPKUHE3bI U
CYIOPOTH MOTYT OBITH CHMITTOMOM JIPYTHX 3a00J€BaHUM - SMTHUIEMUYECKOTO dHIIehaanTa,
renaroiepeopaibHON AUCTPOdUM, OIMMYXO0JIU MO3ra U Jp.

3aboneBanue yalle HaduHaeTcs B Bo3pacte 10-15 met. B MbImmax Tya0BUIla U KOHEYHOCTEH
MOSIBJISIFOTCS MEJJIEHHBIE TOHUYECKUE CITa3Mbl, MPUBOAAIINE K UCKPUBJICHHIO TEJia C BpAILICHUEM
€ro BOKPYT MPOJI0JIbHOW OCH (TOPCUOHHBIN CIia3M, BpallaTesibHbIN cria3M). ITU CIIa3Mbl
OXBaThIBAIOT MBIl CIIMHBI, III€H, TYJIOBHIIA, TA30BOI0 MOSICA K1 KOHEYHOCTEH, IPUBOJIS K
MPUYYUTUBBIM 1T03aM: Pa3BUBAETCS UCKPUBJICHUE CIIMHBI, TYJIOBHUIIE BHITUOAETCS B CTOPOHY WU
BIEPE]], TOJI0BA 3AIPOKUIBIBACTCS Ha3al, PYKHA OTBOJAATCS Ha3aJ UJIU C CUJION MPUBOIATCA K
TYJIOBUIIY. DTH TUIIEPKUHE3bI HACTYIIAIOT MAPOKCU3MAIIBHO U PE3KO YCUIIUBAKOTCS TIPU BCSKOU
MIOTIBITKE K ABWKCHHIO, B PE3YJIbTAaTe Yero O0IbHBIE C OOJIBIIIMM TPYIAOM XOIST U AaKe CTOAT. B
COCTOSTHUHM TOKOS CIa3Mbl YMEHBIIAIOTCS, BO CHE ncue3arT. OctaibHble (yHKITUHM HEPBHOM
CHUCTEMBbI U TICUXUKA OOBIYHO OCTAIOTCS COXPAHHBIMU.

[TomuMo TeHepanru30BaHHBIX (PopM, HAOIIOMAIOTCS U JIOKAIbHBIE (POPMBI TOPCHOHHOM
JTUCTOHHUH., TIPH KOTOPBIX CIIa3Mbl OXBATHIBAIOT OT/ICIBHBIC MBITIIIBI IIICH (CITaCTUYECKasI
KPHUBOIIIES ) MJTH TOJIBKO OHON KOHEYHOCTH I10 THITY IMUCYETO cra3Ma. JIokanbHas TOPCHOHHAS
TMMCTOHMS HAYMHAETCS B O0JIee MO3IHEM BO3DACTE M IIDOTEKAET 0oiiee O1aronbusTHO.



HacneacTBeHHOE Iporpeccupyolee 3a00aeBaHie HEPBHOM CUCTEMBI,
XapAKTEPUIYIOIIEECS HAPYIICHUEM KOOPAUHAIIUM, CIACTUYECKUMU SIBJICHUSAMHU 1
W3MEHEHUSAMU CKeseTa. B ocHOBE 00JI€3HEHHOTO MPOoLIECca JICKUT AereHepalus
MIPOBOJSIIUX IIyTEH 3aJHUX U OOKOBBIX CTOJI00B CIIMHHOI'O MO3Ta, PEXKE MO3KEUKA.

Knunnueckas kaptuHa. [IepBbIM mposiBIeHHEM 00JI€3HU SBIISICTCS IMTOCTEIIEHHOE
HapyllIeHHE MOXOJKHU: OHA CTAHOBUTCS HEYBEPEHHOM, mIaTarolieiicsa. YToonl He
yIacTh, 00JIBbHOM UJIET, ITUPOKO paccTaBuB HOTHU. [103Ke HEYCTONYHNBOCTD
MOSBJISACTCS U B MOJIOKEHUM CcTOsA. CO BpEMEHEM aTaKCHsl pacIpOCTPAHICTCS Ha
MBIIIIIBI PYK U SI3bIKa. P€Ub CTAaHOBUTCS CKaHAUPOBAHHOW. MBIIICYHBIA TOHYC
BHaYasIe CHMKEH, CYXOXKHUIbHBIE PE(PIEKCHI OTCYTCTBYIOT MJIU BBI3BIBAIOTCS C
Tpyaom. I1o3ke B mpoiiecc BOBICKAIOTCS MUPaAMUIHbBIE ITYTH M BOBHUKAET KapTHHA
HIDKHETO CITACTHYECKOIo maparapesa ¢ XxapakTepHou rureppediekcuei,
MIOBBIIIICHUEM TOHYCa MYCKYJIaTypbl, MaTOJOTHYECKUMH pediekcaMu.
OOHapyXUBaIOTCS MPU3HAKHU MTOPAKEHUS MO3KEUKA — JUCMETPHS,
aauagaoxokuHe3, HuctarM. CHHUKEHbI TITyOOKHE BUAbI YYBCTBUTEILHOCTH, TNIABHBIM
00pa3oM Ha HOTax, MPH COXpPaHEHUU 00JEBON U TAaKTUIbHON YyBCTBUTEIBHOCTH.
BosnbHbIE XanyroTCs Ha 00/, TapecTe3un. XapakTepHbl AedhopMaliu CKeJleTa —
KH(}O-CKOJINO3 M TaK Ha3bIBaeMas crona @puapeiixa (BbICOKHI CBOJ, B Pa30THYTOM
MIOJ0KEHUHM OCHOBHBIC (haJIaHTH MPHU COTHYTOM IOJI0KEHUH KOHIICBBIX ).

YacTto HabmoqaeTCs MOCTENEHHOE CHIKEHUE NTCUXUYeCcKuX QyHKuil. KpoBs n
nepeOpocnuHaibHas )KUAKOCTh HE U3MEHEHBI. IHTepKYppEeHTHBIE 3a00J1eBaHusI
YXYJIIIAIOT COCTOSHUE OOJIbHBIX.



bone3Hb BepaunHra-l ododpmaHa
(ammoTpodua HacneagCcTBeHHaa cnnHanbHag)

*  AyTOCOMHO-PEIIECCUBHOE HACJIEACTBEHHOE 3a00JIECBAaHME HEPBHO-
MBIIIEYHOM cucTeMBbl. [IponcxoauT gereHepaiys KiIeTOK MEPEIHUX POroB
CIIMHHOI'O MO3ra.

 Kumnuueckasi kapTuHa. PeOEHOK mepecTaeT onuparbCcsi Ha HOTH,
yTpayrBaeT CIIOCOOHOCTh CUACTh, YASPKUBATh UTPYIIKU. CI1a00CTh C
nociueayomel arpodueii pacpocTpaHsIeTcs OJHOBPEMEHHO Ha
IIPOKCUMAJIBHBIE U JUCTAIBHBIC OTACIbI KOHEUHOCTEH. B monoxeHnu cuas
BO3HUKAET BhIPAKEHHBIN KU (O3 BCICACTBUE CIIA00CTH MBIIIII] CITUHBI.
OTMeuaeTcss paHHEE CUMMETPUYHOE BBINIAJICHUE CYXOKUIIBHBIX 1
HaJIKOCTHUYHBIX pe(IeKCOB. XapaKTepHbI (PaCIUKYISIpHBIC MOACpTUBAHUS
MBIIIII, 0COOCHHO MBIIIII] S3bIKA.

e IlIporno3. IIpu pannei gerckor popme aMmuoTpoduu 00I€3Hb OBICTPO
IPOTPECCUPYET, MPUBOAS K MOJHON 00e31BMKEHHOCTH. [1pu mo3aHein
JETCKOM (hopMe AETH HE TEPSIOT CIIOCOOHOCTH K MEPEABUKECHHUIO.
VYXyarT TPOTHO3 YaCThle OPOHXUTHI, THEBMOHUH.
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CuHdpowm Jloy

e Cunapom Jloy — HaclieACTBEHHAs1 OOJIC3Hb,
XapaKTePHU3YIOMAsICs KapIUKOBOCTHIO, TOPAXKECHUEM
I1a3 (Karapakra v IJIayKoMa), YMCTBEHHOU
OTCTAJIOCThIO, HAPYIICHUEM BbIICIATEIbHOU
(PYHKIIMH TTOYEK, U3MEHEHUSIMU B CKEJIETE. Y JIETEH:
CUMIITOMBI, HATOMUHAIOIINE TTO3JHUN paXUT. Y
B3POCHBIX: CUMIITOMBI OCTEOMAISAMHU. CHCTEMHBIN
OCTEO0IOPO03, MHOKECTBEHHBIC 30HBI ITATOJIOTMYECKOM
nepecTporku. MckpuBieHne KirOUmIl, CKOJIMO3,
BapyCHbIEC O€pa, BAJIbI'yCHBIE KOJIEHU. MOTyT OBITh
M1aTOJIOTMYECKUE IEPEIOMBL.



CuHdpom Jloy




Hea2eHepayusi pocosuubl
broknepca

e JlereHepamus poropunbl brokiaepca —
HacCJEJACTBEHHAs 00JIC3Hb IV1a3, IPOSBIISIONIASACS B
JETCKOM BO3PACTE M XapaKTEPHU3YIOIIAsACs 00JIeBbIMU
OILYIICHUSIMU 1 TUIIEPEMHUEN B 00JIaCTH IJIA3HOIO
s10JT0Ka, CHU)KEHUEM YYBCTBUTEIBHOCTH POTOBHIIHI,
nepeKTaMu €€ IePEAHErO dIUTEINS, HAapyILICHUEM
[EJIOCTU MIEPEIHEN TTIOTPAHUYHON TJIACTUHKHA
(00yMEeHOBOM 000JIOUKH) C MOSIBICHHUEM B HEU
I1OJIOCYATHIX TIOMYTHEHUHW; HACIIEAYETCS T10
Ay TOCOMHO-JIOMWHAHTHOMY THITY.



PemuHobiacmoma

PeTuHoO/1aCTOMA — 3JI0KaYECTBEHHAS OITyXOJIb [ia3a, pa3BUBAIOIIASICSA
IIPEUMYIIECTBEHHO B JIETCKOM BO3pacTe U3 TKaHEe AMOPHOHAIBHOTO
npoucxoxaeHus. [Tuk 3a0oneBanus nmpuxoautcs Ha 2 roga. [loutu Bce ciaydau
3a00J1eBaHUsI BBISBIISIOTCS JI0 S-JIETHEr0 BO3pacTa. PacipocTpaHEeHHOCTh
peTuHO0IaCTOMBI HEOOMbIIas — mpuMepHo 1 ciaydait Ha 20 000 HOBOPOXKICHHBIX.
Ha tepputopun EBpomnnsl 3a00jieBaHNE BCTpEUYaeTCs MOUTH B 4 pas3a pexe, 4YeM B
A3zun.

PetunoOnacToMa MOXET ObITh: 0OHOCMOPOHHElU UIIN 08YCMOPOHHELL.

JIBycTopoHHss1 hopMa 3a00JIEBaHKS BCTPEUYACTCS MPUMEPHO Y KaK0TO YETBEPTOrO
MalyeHTa U B OOJIBIIMHCTBE CIIy4aeB HOCUT HACIEICTBEHHBIN XapaKkTep.

OaHOCTOPOHHHME K€ OMYXOJIH, KaK MPaBUjI0, HEHACIIEICTBEHHBIC, HO UMEETCS
YyeTKas CBsI3b 3a00J1€BaHUs C XPOMOCOMHBIMU a0eppalusiMH.

Kak npaBuiio, pedsb UAET O JICNCHUU YYacTKa JJIMHHOIO IUI€Ya OJHOM U3 XPOMOCOM
13 mapsl ¢ noBpexaeHueM reia RB1. /lanHOE MOBpeXACHNE XapaKTEPHO KaK JIJIs
PETUHOOIACTOMBI, TaK U JIJI1 OCTEOCapKOMbl. CUUTAETCS, YTO PETUHOOIACTOMA
Pa3BUBAETCS U3 HEMPOIKTOAECPMBI ceTyaTKu. [Ipr 5TOM oIyXosieBbI€ KIETKH UMEIOT
pa3HyIo cTeneHb auddepeHupoBKU. [ omyxojei O0JbIINX pa3MepoB
XapaKTEpHbI 0Yard HEKPO30B M Kalblin(hHUKaToB. PeTHOONMacTOMA IIpeACTaBIeHa
Heaub GepeHIMPOBaHHBIMI MEIKUMH KJIETKAMU C KPYITHBIM SAPOM. THUITHYHBI
MHO>XECTBEHHBIC O4aryd pocTa OIyX0JM Ha CeTYaTKe. boJIbIIMHCTBO MAllMEHTOB
noru0arT ot Meracta3oB B [IHC 1o 3puTenbHOMY HEPBY, a TaK)KE€ METAaCTa30B B
KOCTH M KOCTHBIM MO3T IO KPOBH.



PemuHob6siacmoma




Xopuoudepemusi

e XopuouaepeMusi — HacJICACTBEHHasI OOJIE3Hb 7143,
POSIBJISIONIASICS TOHUKEHUEM OCTPOTHI 3PEHHS,
KOHILICHTPUYECKHUM CYKEHUEM T10JIEN 3pEHUS,
reMepaIonuerd U OJIM30PYKOCTHIO, YTO
COIIPOBOXKJAECTCS XapaKTEPHBIMHU NU3MEHECHUSIMU
IJ1a3HOI0 AHA (IIOYTH MOJHOE OTCYTCTBUE
COCYIMCTOI0 PUCYHKA, PE3KHE KOHTYPHI 1
KpPaCHOBATO-KOPUYHEBBIN I[BET JKEJITOIO MATHA,
HEYETKOCTh TPAHMI] IMCKA 3PUTEIHLHOTO HEPBA).
Hacnemyercs 110 ayTOCOMHO-PEIIECCUBHOMY U
CIEIJICHHOMY C IMOJIOM PEIIECCUBHOMY THITY.



bosie3HU
nuwesapumesibHou

cucmemsbi
Base pairs [ <y

Adenine Thymine

Guanine  Cylosine
e bone3Hb BunbcoHa-
KoHoBanoBa

e bone3Hb Xunbbepa

e bone3Hb PaHaro-Bebepa-
Ocnepa

e bone3Hb BunnebpaHpa

 [NoTeHoBasa aHTeponaTus
(uenuakus) B3pocnbix



AyTOCOMHO-PEIIECCUBHOE HACJIEACTBEHHOE 3a00JIEBAHKE, CBSI3aHHOE C HAPYIIICHUEM
(GYHKIIMU TEYeHU 1 0OMEHa ME/IH.

DOTHOJIOTHS U TIAaTOTeHE3. B CBS3M ¢ HapyIIIEHHBIM CUHTE30M LIEPYJIOIIa3MUHA
BO3HHUKAIOT JIETCHEPATUBHBIC M3MEHECHUS B MOJIKOPKOBBIX y3JIaX (MPEUMYIIECTBEHHO B
Ye4ueBUIICOOPA3HBIX SApax).

Kmnandeckas kaptraa. YacTo 331050 10 MOSBICHHUS HEBPOJIOTHYECKUX PACCTPOIMCTB
O0OHapyKUBAIOTCS 3a00JICBaHUS IIEUYCHH B BUJIC TEIIaTUTA, KEATYXH, TEMOPPAruIeCKOTO
nuatesa. [Iporpeccupyromiee 3a0oneBaHne MIEUCHU TPUBOANT K ITUPPo3y. [Ipu OpromHoi
dbopme 00sIe3HBb MPOTEKAET M0 TUITY MOAO0CTPON AUCTPODUH TTEUYEHH, U OOJIBHOM
YMHUPAET B COCTOSHHUH NIEYCHOYHON KOMBI 10 BO3SHUKHOBEHHMSI HEBPOJIOTHUECKUX
paccTpoicTB. B ocTambHBIX cydasx HEBPOJIOTHUYECKAs CHMIITOMATHKA OBICTPO
3aHUMAaeT Beayiee Mecto. [losgBnsercs npokaHue pyk, HapacTaeT TOHYC MYCKYJIaTyphl,
BO3HHUKAIOT BBIpOKCHHASI PUTHIHOCTD, aMUMHSI; IBMKCHHS CTAHOBSITCS 3aMEJICHHBIMH.
PUrnIHOCTE OCHOXKHSIETCS KOHTPAaKTypaMu. BO3HUKAIOT KITIOHUYECKHE U TOHUYECKHE
CYIOpOTH. 3aTpyAHEHHUSI TIPY BHITIOJIHEHUHN JBIKCHUH BO3PACTAIOT, OOJIBIIYIO YacTh
BPEMEHH OOJBLHOM MPOBOAUT B HETIOABMKHOM COCTOSIHHM. BBUAY MU TEIBHBIX CIIa3MOB
MYCKYJIaTypPbl BO3HHUKAIOT PA3IMYHBIC BRITYPHBIC 0361, [10SBISIOTCS HACHILCTBECHHBIC
IBIDKCHHMS: TUTIEPKUHE3BI THIIA aT€T03a, HACUIIbCTBEHHBIN IIJ1a4, CMEX.
YyBcTBUTENBHOCTH HEe M3MeHeHa. CyXOoKMIbHBIE pedieKchl okuBieHbl. Habmromarorcs
CHIDKEHHE MaMSTH, SH(POpHS, TITAKCUBOCTh, B TAIbHEHIIIEM — HEYKJIOHHOE CHUKEHUE
MHTEJJICKTA. TUITMYHO MOSBICHHUE 10 IEPUGEPHUH POTOBHITHI 3€JI€HOBATO-KEIITOTO TN
3€JIEHOBATO-KOPUYHEBOTO MUIMeHTa (Koiblo Kaitzepa— dinenniepa). Y aereu
HaOJII0IAF0TCS HECKOJBKO (hopM 3a00IeBaHMUS.



boJe3nb 2Kuanoepa.

Bouse3ns Kniabbepa (MUrMEHTHBIN Tenaro3, OBEHUIbHAS IEPEMEKAIONIASICS JKENTyXa) OTHOCUTCS K
HACJIEJICTBEHHBIM JOOPOKAYECTBEHHBIM XPOHUYECKUM 3a00JIE€BAHUSIM, MEPEIAIOIIUMCS 110 ayTOCOMHO-
JOMUHAHTHOMY TuIly. OHa BCTpedaeTcsi B cpe/lHeM Y 5% HaceeHuUsl ¢ KOJeOaHUSIMU B Pa3IMYHBIX
reorpaduueckux peruoHax ot 3 70 7 %, yailie y My>K4uH BO 2-0H U 3-eil JeKajiax *KU3HU.

B narorenese 3a001eBaHNs OCHOBHYIO POJIb UTPAIOT HAPYIIIEHUS TPAHCTIOPTHOW (DYHKIIMH OEIIKOB,
JOCTaBJISIONINX HEKOHBIOTMPOBAHHBIN OMJIMPYOHH (Kpacsiieecs: BEeIecTBO, 00pasyroiieecs mpu
pa3pyLICHUU SPUTPOIIUTOB) K TTIAJIKOMY SHJIOIIA3MATUYECKOMY PETUKYIYMY (MHUKpPOCOMaM)
TernaTolHTOB, a TAK JKE HEIOMHOLECHHOCTH (PEPMEHTA MHKPOCOM, TIPH OMOIH KOTOPOTO OCYIIECTBIACTCS
KOHBIOTAIMS (COeMHEHNE) OUMMpyOrHa C TIIFOKYPOHOBOM U IpYTrUMH Kuciiotamu. B 2/3 ciyuaes
Oonestb JKunbOepa KITMHHYCCKH BIICPBBIC MOSBIIACTCS B CBA3H C OCTPBIM 3a00/ICBAaHHUSMH PA3THIHOTO
XapakTepa (B MCXOJe BUPYCHOIO TeNaTHTa, HHYCKIUOHHOIO MOHOHYKIIC032, TOKCHYCCKHX IIOPAKCHUH
MIEYECHH PA3IMYHON ITHOJIOTUH U JIP.) U CTPECCOBBIMU CUTYAIUSAMU ((DU3UYECKOE U TICUXUUECKOE
nepeyTOMIICHHE, NepeoxaxacHue ap.). [losBieHne KeaTyIIHOCTH CKIIEp, KOXKH U TUIepOUIUpyOnHEMUN
MoCJe MEPEHECEHHOT0 BUPYCHOIO IrenaruTa 1ake Mpu HEM3MEHEHHBIX (YHKIIMOHAIBHBIX MPO0ax MmeyeHu
3a4acCTyI0 MPUBOJUT K OIIMOOYHOMY AMArHO3Y XPOHUYECKOTO TeNaTuTa U Ha3HAuYEHHUIO
COOTBETCTBYIOILIETO JICUCHHUSI, KOTOPOE HE JAAeT 3aMETHOTO 3 eKTa.

[IepBbIM M BeAyIUM KIMHUYECKUM MPOsiBIeHUEM 0oJe3HH JKunboepa sBIseTCsl XpOHUUECKas Uilu
MHTECPMUTTHPYIOLIAst XKeNTyxa. E¢ MHTeHCHBHOCTB KONGOIETCSt OT CyOHUKTCPHIHOCTH CKIEP 0
JOCTAaTOYHO BBIPA)KEHHOW JKENATYLIHOCTH KOXH U CIM3UCTBIX 000704eK. OHA yCUIIMBAETCs MpU
MHTEPKYPPEHTHBIX 3a00JI€BaHUSIX, IEPEYTOMIICHUH, PU3NUECKON HArpy3Ke, YIIOTpeOIeHUU aIKOrOJIsl.
[IpumepHo y 1/3 O0NIBHBIX KaJI00BI OTCYTCTBYIOT, a Y 2/3 OTMEUarOTCsl aCTEHUYECKUE SIBJICHUS, TyTast
00J1b B BEpXHEH MOJOBUHE KUBOTA. [ [eueHOUHBIE 3HAKH, KaK PABUIIO, OTCYTCTBYIOT. [leueHn
HOPMaJIbHOM KOHCHCTEHIMH, IN1a/iKasi, 0e3001e3HeHHas, Y /4 OONbHBIX TOCTOSHHO, HO HE3HAYUTEIHHO
yBeJIMUEHA - Kpail ee Ha | — 3 cM BbIcTymaeT uz-noja pedepHoit Ayru. B nepuoibl 000CTpeHUM Takoe ke
yBEJIMYEHUE OTMEUaeTcs yaie, y 4/5 0onbHbIX. Cene3eHKa He YBEIHYECHA.

OcHOBHOM TIpU3HAK 00JIE3HU — YMEPEHHAsI TUIIepOMIPyOUHEMUS (3HAYUTEIHLHOE KOJIMYECTBO
omnupyouHa). Yaie konebanus ypoBHS 001iero OunnpyOrnHa HaOMOaaTCs B npenenax 25 — 75
MKMOJIb/J1. I3peka BcTpevaeTcst moBbIlIeHHe YpoBHs Omnnpyouna 10 120 mkmons/i. Y 20% 60abHbIX
HAOJTIOMAIOTCSI K3MEHEHU S, XapaKTEPHBIC JIJISI XPOHUUECKOTO XOJICIIHCTHTA.



borne3Hb PoHOro-Bebepa-Ocrniepa

* bone3Hs 00ycC0oBIEHA HACIEICTBEHHOM,
IIEPETABAEMOU 10 Ay TOCOMHO-IOMUHAHTHOMY THITY
HETIOJIHOLIEHHOCTBIO COCYAUCTOTO SHIOTEINS, YTO
IIPUBOJUT K PAHUMOCTH COCY/a, €T0 PACUIUPECHUIO U
VIUIMHEHHUIO.

 Kiimnnyeckasa kapTtuHa. Ha xoxxe auia, CIM3ucTou
000J104Ke HOCA, I'y0, MUIIEBAPUTEILHOIO TPAKTA
00pa3yroTCs TEACAHTMIKTa3UH, KOTOPBIEC JIETKO
TPaBMHUPYIOTCS U JaIOT MAaCCUBHBIC KPOBOTCUCHHUSI.



bone3Hnb BunnebpaHoa

« HacnencrtBeHHass KoOMOMHUPOBAaHHAS FeMOpparudecKas
TEMOCTA3UOIIATH, KOTOPAsA BCTPEYAETCA Y MYKUYUH U
XKeHIuH. Hacimenyercs mo ayrToCOMHO-IOMUHAHTHOMY THILY.

e KiimHnyeckasi kKapruHa. Hapyiaercs cocyaucro-
TPOMOOIIUTAPHBIA U BTOPUYHBIN T€MOCTa3, IO3TOMY Y
OOJIBHBIX OTMEUYAETCSI KPOBOTOUMBOCTH MO
MHUKPOIUPKYJISITOPHOMY (KPOBOMBIIUSHUS B KOXKY, CITU3UCTHIE
000JI0YKH, HOCOBBIE, IECHOBBIC, [IOYECUHBIE, KETYTOUHO-
KUIICYHbIE, MCHOPPATUHN) U MAKPOLIUPKYJISITOPHBIE
(MEKMBIIICYHBIE U TTOJKOXKHBIE TEMATOMBI U KPOBOW3JIWSHUS B
CyCTaBbl) THUIIAM.



* Lenunakunsa — atpous cnmanctom 06004k TOHKOW KULLKN BCNeacTBNE HENEPEHOCUMOCTH
Berka, KNemKoBUHbI 311aKoB (rMtoTeHa).

* [lpuymHa — nepBUYHbIN (HacNeaCcTBEHHbLIN) NI BTOPUYHbIN («XPOHUYECKUN» SHTEPUT,
Tybepkynes, ammnonaos v Ap. nopaxeHnsa KUWeYHuKka) 4euunT B KULLEYHOWN CTEHKE
depmeHTa N — rnroTaMmmMHUNNeEnTMaasbl, pacllennsaowero nentua rmmaguH — oamH U3
KOMMOHEHTOB rM0TEHA.

« OnpepneneHHoe 3HaYeHWe NpeaaeTcsl CEHCMOMNM3aUMmn K rMIOTEHY, Tak Kak B CbIBOPOTKE
KpOBW BOMNbHbLIX MOTYT ObiTb MPOTUBOIMIOTEHOBLIE Y MPOTUBOINWAAMHOBbLIE aHTUTENA.

* HakonneHue rmmaguHa B CnnM3mcTton ob60mnoyKke KULWKM BbI3bIBAET €€ aTpoduio, U Kak
cneacTeue, HapyLUeHNs nepesapuBaHnUA U BCaCbiBAHUSA MULLEBLIX MHIPEOWUEHTOB.

e KnuHuka:

— Hacnenyetcs aytocoMHO-goMUHAHTHO — 80% 60nbHbIX NpuHagnexart k cucteme HLA - 8.
YacTtoTta 6onesHu B obwen nonynsaummn 0,03%. COOTHOLLEHNE XKEHLLUUH U MY>XYMH — 8:1.

— O6unbHbIN NEHUCTLIN, C YacTuaMmn HenepesapeHHon nuwm ctyn (4o 10 pas B cyTkn). CHuxeHune
Maccbl Tena. AHeMus, rMnoBMTamMmMHO3. 'MnonpoTeMHemMnyeckne otekn. bonu B XnuBoTe He
XapakTepHbl. YnoTpebneHne cogepxallux rinoTeH NpoayKToB (xneb, MakapoHbl, repkynec n ap.)
yXyAaLwaeT COCTOSAHUE.

— 3aboneBaHue Ha4MHaeTCs B AETCTBE, HEPEAKO NPOTEKaEeT NeTanbHO UM B CMEPTHON,
ManocUMNTOMHOW OOpME, 1 B NOSTHOM MEpPE NPOSIBIISIETCA Y B3POCHbIX. ATOMY CNOCO6CTBYIOT
NHAOEKLUMOHHLIE N ApYyrne conyTcTeyowme 60ne3Hn, MHTOKCUKaunsa, 6epeMeHHOCTb U T.4.

e OcnoxHeHusn:

— PedpaktepHocTb K arntoteHoBon anete. JleyeHne 6e3rntoTeHOBON ANETON C TEYEHMEM BpPEMEHU
CTaHOBUTCHA He aPdeKTMBHBIM 1 3aboneBaHne BbICTPO NPOrpeccupyer.

—  Onyxonu >enyaovHo-KULWEYHOro TpakTa (Yalle Bcero nMMdomMsl). bonu B xxunBoTe, kKaxekcns —
BEPOSATHbIE NMPU3HAKN 3TOrO OCIIOXKHEHMUSI.

—  W3baBneHus n CTPUKTYPbl TOHKOW KULLIKK (BCTpeYarTCs peako).



