Jlexnus 8. XpomocomHbIe 6oJie3Hu. I'eHHbIe G0J1€3HM.
HacaeacreenHoe npeapacnoJioxeHue K 001e3HAM

Ilman:

1. HacnencrBeHHbIe 00JI€3HN U UX KIacCH(pUKAIIHS.

2. XpoMocoMHBIE 00JIE3HU.

3. [IprunHbI reHHBIX 3a00JIEBaHUM.

4. OcobeHHnocTu Oose3HEH ¢ HACIIeACTBEHHON NPEAPACTIONOKEHHOCTHIO.
5. M3onmpoBaHHbIC BPOXK/ICHHBIC TIOPOKU PA3BHUTHSI.

1 HacaencrBeHHble 00JI€3HN U MX KIaCCHPUKALIMSA — 3aIIUCATH 0COOCHHOCTU M I'PYIIIbI
HACJIe/ICTBEHHOM NaTOJI0THH

HacnencrBennsie (pakTopsl, ONpenesnsiomye MMOCTOSHCTBO BHYTPEHHEH Cpeabl OpraHM3Ma,
MOTYT TPUHMMATh HEMOCPEACTBEHHOE yudacThue B (opMupoBaHuM J1000OT0  3a00JEBaHUA.
Bo3HukHOBEHHE, TEUEHME W HCXOJ pa3IMYHbIX 3a00JIEBaHUN 3aBUCUT OT HMMMYHOJIOTUYECKUX,
OMOXUMHUYECKUX, (PU3HOIOTUYECKUX, TICUXMUYECKUX, aHATOMHUYECKHX, MOBEJCHUYECKHX OCOOCHHOCTEH
KaX/10T0 YeJIOBEKA, HACJIEAYEMbIX OT POIUTENEH.

B Hacrosmiee Bpemsi m3BecTHo Oosnee 6000 HacnencTBeHHBIX 3abosieBanuii, 1000 w3 HUX
MOTYT OBITH BBISIBJICHBI €III€ JIO POXKIACHHS pEOCHKA.

Jlro6bie 3a0oneBanus (TIa3Hble, SHIAOKPUHHBIC, KOXKHBIE U Jp.) UMEIOT CBOM XapaKTEpHbIE
4yepThl. TOYHO TakKe M ISl HACJIEICTBEHHBIX OOJIe3HEW MMEIOTCS CBOM OCOOEHHOCTH, KaXIYIO U3
KOTOPBIX HEJb3sl paccMaTpuBaTh Kak HeuTo abcostoTHoe. OgHako mpu cOope aHamMHe3a, OCMOTPE,
JICYCHUU HAJM4YMe STUX XapaKTEPHBIX UYepT B IEJOM I[O3BOJISIET IMOJ03pEBaTh HACIEICTBEHHYIO
MaToOJOTHI0 'y mnauueHTta. Crnedywowue o0codenHHocmu XapakmepHol 011 HACe0CMEEHHOIl
namonozuu:

1. Pannas manugecmayus. Oxono 25% HacieICTBEHHBIX 3a00JIeBaHUN MPOSBIAIOTCA
HEMOCPEACTBEHHO MOCIe POXKACHUS peOeHKa (8podicoenHble); okono 70% - K TpeM rofam KHU3HH, a K
KOHITy ImybepTaTHoro niepuoza - 90%.

2. Xponuueckoe npoecpeduenmunoe meyeHue. IIporpeTUEeHTHBIM Ha3bIBAETCS TEUCHUE
3a00JIeBaHUs C MOCTOSHHBIM YXYAILIEHUEM OOLIEr0 COCTOSIHMSI M C HapacTaHWEM HEeraTHBHBIX
CUMITOMOB Y MalueHTa. XpOHHUECKHU XapaKTep TeUeHHUsl HACIEICTBEHHBIX O0Ie3HEH onpeneseTcs
MOCTOSIHHBIM (DYHKIITHOHUPOBAHUEM MYTAHTHOTO TeHa. CTemneHb XPOHU3AIMU U TPOTPEAUEHTHOCTH
JUISL OTHOTO M TOTO k€ 3a00JIeBaHUS MOXKET Pa3IMuaThCsl.

3. Omnocumenvnas pezucmenmuocms K mepanuu. OO0 aOCOMOTHOW PE3UCTEHTHOCTU K
TEepanuyd HACIEJACTBEHHBIX 3a00JIEBaHUII B HACTOSIIEe BpPeMsl TOBOPHUTH YK€ HE MPUXOTUTCS.
Xopolne pe3ynbTaTbl JOCTUTHYTHI B JICHEHUH ONPEIENIEHHBIX (OPM HACIEICTBEHHOM MaTOJOTHU.
Spkuit Tomy npumep GEHUIKETOHYPUS, aIPEHOTCHUTAIBHBIN CHHAPOM U JIp.

4. Mnoowcecmeennocmo nopaxcernusi. VIzpectro, uro 6osiee yeM npu 60% HaCIIEICTBEHHBIX
3a005IeBaHUI B MATOJIOTMYECKUI TPOIlecC BOBJIEKaeTcs Oojiee OHOM cucTeMbl opraHoB. Hampumep,
npu cuHapome MapdaHa mMopaxaroTcsi ONOPHO-IBUraTeNIbHBIN amnmapar, cepAedyHO-COCYIUCTast
CUCTeMa M OpTaHbl 3peHus. Y OOJBHBIX ¢ CHHAPOMOM JlayHa BBISBISIOTCS CHMITOMBI TOPaKEHUS
CEepJCYHO-COCYIUCTON CUCTEMBI, KEITYA0YHO-KUILIEYHOTO TPAKTa, ONOPHO-IBUTAaTEILHOTO anmnapara,
HEPBHOMH, JBIXaTEIbHOW U UMMYHHOU CUCTEM.

5. Cemetinvii xapakmep 3aboneséanus. Ecnm mpu cOope aHamMHE3a BBICHSIIOTCS CXOJIHBIE
cliydad 3a00JIeBaHUSI B CEMbE, TO JTO CIYXKHUT MPSMBIM yKa3aHUEM Ha HACIICJCTBEHHBIA XapakTep
6one3nu. B To xe Bpems Hanuuue 3a00j€BaHUS TOJIBKO y OJHOTO U3 YJIEHOB POJOCIOBHOW HE
WCKITIOYAeT HACJIEICTBEHHOTO XapakTepa 3TOHW OO0Je3HU, MOCKOJNBbKY 3a00JIeBaHHE MOXKET OBITh
pe3yNbTaTOM HOBOM JOMMHAHTHOM MYyTallUU y OJTHOTO M3 POAUTENEH MM TeTepO3UTOTHOCTU 000UX
pOIUTENCH MO PeLleCCUBHOMY 3a00JI€BAHHUIO.

6. Knunuueckuti noaumopghuzm. MHOTOTUTAHOBOCTh KJIMHMYECKUX | JIA0OPAaTOPHBIX
MPOSIBIICHUH JTFOO0TO 3a00JIeBaHMs OXBATHIBACTCS ITUM MOHATHEM. Hanpumep, y 4acTi OOJIBHBIX



¢ CUHAPOMOM MapdaHa MOKHO JUArHOCTUPOBATb CO CTOPOHBI CEPIEYHO-COCYAMCTON CHUCTEMBI
IIPOJIATIC MUTPAJIBHOTO KJAllaHa, a y JAPYIUX - aHeBpu3My aopThl. CO CTOPOHBI OPraHOB 3pEHUS
MOJKET OTMEYAThCsl OJBBIBUX XPYCTAIMKA, a MOXKET OBITh MUOMIHUS CJIA00H CTENeHH U T.1.

Bcio nacneocmeennyro namonozuio Moxcno pazoenums Ha RAMb ZPYNN.

1. T'ennple Oome3Hu - 3TO 3a00JieBaHUS, BBI3BIBAEMBIE T'€HHBIMH MyTanusMu. OHHU
IIEPEIAlOTCs U3 MTOKOJICHUS B IIOKOJIEHUE U HACJIELYIOTCS 110 3aKoHaM MeHens.

2. XpOoMOCOMHBIE OOJIE3HH - 3TO 3a00JI€BaHNUs, BO3HUKAIOIINE B PE3yIbTaTe XPOMOCOMHBIX U
T€HOMHBIX MyTallUi.

3. Bone3nu ¢ HacIeICTBEHHON MPEIPacIIONOKEHHOCTRIO (MYIbTH(AKTOpHATIbHEIE O0JIE3HN) -
3TO 3a00J€BaHUs, BO3HHUKAIOIME B PE3YJIbTaTe COOTBETCTBYIOIIEH I'€HETUYECKOH KOHCTUTYLUHU U
HAJIMYMS OTpeNeNeHHbIX (DakTopoB BHemHEH cpensl. [Ipum Bo3neicTBUM CpeloBBIX (HAaKTOPOB
pean3yeTcsi HacJIeACTBEHHAs! IPEAPACIION0KEHHOCTD.

4. I'pynna reHeTH4ecKux OoJie3HEH, BO3HUKAIOLIUX B pE3yJIbTaTe MyTallUil B COMATUYECKUX
KJIeTKax (reHeTudyeckue comatuueckue o6ose3nn). K Helt 0THOCATCS HEKOTOpBIE OIYXO0JIU, OT/AEIbHbIE
MOPOKH Pa3BUTHS, AyTOMMMYHHBIE 3a00JI€BaHUSI.

5. bonesHu reHeTMYECKOM HECOBMECTMMOCTHM MaTepu M Iona. OHM pa3BUBAIOTCA B
pe3yJibTaTe UMMYHOJIOTUYECKOM peakliuy MaTepy Ha aHTUTEH IL10/1a.

6. [pyrue ¢GopMBl TE€HETHMUYECKOW MAaToJOTUM (MUTOXOHJpPUANbHBIE, IEPOKCUCOMHBIE,
JIM30COMHBIE O0JIE3HU U Ap.).

2 XpomocomMHble 00J1€3HM — 3aNucaTh NPUYMHLI 00Jie3Hell, TPynnbl, MOCJAeACTBHS,
4acToTy BCTPEYaeMOCTH.

Cpean XpOMOCOMHBIX HapyLI€HUH MPUHATO BBIACIATh TI'€HOMHBIE M XPOMOCOMHBIE
HapylleHHs. Y 4dejoBeKa HalJieHbl Bce (POPMbI XPOMOCOMHBIX UM T€HOMHBIX MyTaluid. K reHoMHbIM
MYTalUsIM OTHOCSTCS aHOMAJIMH, XapaKTepU3YIOLIMECs yBEIUYEHUEM IIOJHOTO Habopa XpOMOCOM
(MOMUIUIONINK) WM HU3MEHEHHEM KOJIMYeCTBa XPOMOCOM IO OAHOM u3 map (aHeymiouaun). K
CTPYKTYPHBIM XPOMOCOMHBIM MYTAIlUsIM OTHOCSATCSI BCE TUIIBI IIEPECTPOEK, KOTOPbIE OOHAPYKEHBI Y
yesoBeKa - jaenenus (HexBarka), Qyruiukanus (yIBOeHHE), HHBEpCHsl (IIepeBEPThIBAHUE), HHCEPLIUS
(BcTaBKa), TpaHCIOKaIus (TIepeMeIIeHne).

B ocHOBY knaccudukanum XpoMOCOMHBIX OOJIE3HEH MOJI0KEHBI THIT XPOMOCOMHON aHOMAJTHH
U XapakTep AucOaiaHca XpOMOCOMHOI'O MaTepuaia COOTBETCTBYIOIIEro kKapruoTuna. Mcxoas U3 atux
MIPUHIIMIIOB, XPOMOCOMHBIE AHOMAJIUHU JENIATCS Ha TPHU TPYIIIIbL:

* YUCJICHHbIE HApYIIEHHUs MO OTJEJbHBIM XpOMOCOMaM (KOJMYECTBEHHbIE aHOMAIUU
ayrocom: cunapombl Jlayna, Ilatay, DnBapsaca; KomnyecTBeHHbIE aHOMAJIUU TOJIOBBIX XPOMOCOM:
Cunpapowmsl Llepemesckoro-TepHepa, Knaitudensrepa, cunapom XYY, Tpucomus X).

* HapylIeHNe KPAaTHOCTH MOJIHOTO TallJIONTHOTO Habopa XpOMOCOM;

* CTPYKTYPHBIE NIEPECTPOHKH XPOMOCOM (CHHIPOM KOIIIAUbero KpUKa).

[IepBble n1Be rPyNIBI OTHOCSTCS K TEHOMHBIM MYTallUSM, a TPEThS IPyNIa - K XpOMOCOMHBIM
myTtanusaM. Kpome 3Toro, He06X0IMMO yUUTHIBaTh TUM KJIETOK, B KOTOPBIX NMPOU3O0IIIa MyTaus (B
ramMeTax Wiu 3uUrote); a Takke MMEeTh B BHAY - ObUIa JIM MyTallds yHAcjeJ0BaHa WM OHa BO3HUKIIA
3aHOBO.

XPpOMOCOMHBIE AaHOMAJIMU MUMEIOT IMUPOKUH CIEKTP KIMHUYECKHUX MpOsiBIeHUH. OHH MOTyT
ObITh TPUYMHONW BPOXKACHHBIX MOPOKOB pPAa3BUTHS, IOBTOPHBIX CaMOIPOU3BOJIBHBIX abOpTOB,
CIIy4aeB MEPTBOPOKJEHUS, HEOHATAIbHON CMEPTHOCTH M OeCIUIOAMSL.

['maBHbIME 3()(eKTaMU XPOMOCOMHBIX aHOMAJIMH SIBJISIOTCS JIETAIIBHOCTh M BPOKACHHBIE
Mopoku pa3BuTus. Ilaronornueckas pojab XpOMOCOMHBIX aHOMAJIMA HAaYMHAET MPOSBIATHCS YK€ CO
cTaauu 3uroThl. VX netanbHbI 3((deKT SBIsSETCS OJMHUM U3 TIaBHBIX (DAKTOPOB BHYTPUYTPOOHOMA
rubemnu.

CyMmMapHBIil BKJIaZL XPOMOCOMHBIX aHOMAaJMi BO BHYTPHYTpoOHyI0 rubens (mocie
MMIUIaHTAlMK) y yenoBeka coctaBisieT 45%. ¥V AByX ueThlpex HellelbHBIX a00pTYCOB XPOMOCOMHBIE
aHoMmanuu oOHapyxkuBawTcs B 60-70%. B mepBoMm TpumecTpe OEpPEeMEHHOCTH XPOMOCOMHBIE



aHomayuu BeTpedarorcess y 50% abopTycoB, BO BTOPOM TPHUMECTPE TaKUEe aHOMAJIUH HAXOIAT B 25-
30% cnyuaeB, a y mioAoB, noruOmux mnocie 20-i Hemenu BHYTPUYTPOOHOTrO pas3BuTui, - B 7%
CIIy4aeB.

YacTtora XpOMOCOMHBIX 00JIe3HEHN cpesii HOBOPOKIEHHBIX cocTarisaeT 5:1000-7:1000; cpenu
MEpPTBOPOKACHHBIX U JIETeH, ymepiux 10 roga - 22:1000.

OKOHYATeNbHBIA JUArHO3 XPOMOCOMHOW MAaTOJIOTUU BO3MOXKEH TOJIBKO IMOCIE MPOBEICHUS
LHUTOT€HETHYECKOT0 aHaJIn3a (KapUOTUITUPOBAHUSA).

I[OMAIJ_[HEEU 3AJIAHUE: PABOTA C VYYEBHUKOM (ctp. 85-90) U
JOIIOJIHUTEJIBHOU JIMTEPATYPOU N 3AIIOJIHEHUE TABJIMIBI «XPOMOCOMHBIE
BOJIE3HN».

Ha3Banue dopmyna N3menenus Kimmanueckue IIporuos

6one3Hu, KapuoTHIIa XpOMOCOM IIPOSIBJICHUS

MO YJIALIMOHHAS
4acToTa

cunzipom Jlayna

CHHJIPOM
DnBapjca

cunpom Ilaray

CHUHJIPOM
[IIepemieBckoro-
TepHepa

CHH/IPOM
Knaitadensrepa

CUHIPOM
TpucomMuu X

CUHJIPOM
IUCOMHHA 1O Y-
XpOMOCOME

Cunnpom
«KOIIIAYbEro
KpUKa»

3 IIpuyuHBI TeHHBbIX 3a00JieBaHMN — 3amucaTh 4YACTOTY BCTPEYaeMOCTH, NPHYHUHY,
Kjaccupuranuu 0os1e3Hel

['enHble Oose3HM - 3TO pa3HOOOpa3Has MO KIMHUYECKOM KapTHHE rpynmna 3a0ojieBaHUM,
00yCJIOBJICHHAs! MyTallUsIMUA €IMHUYHBIX T€HOB.

KonmdecTBO M3BECTHBIX B HACTOSIIEE BPeMs MOHOTEHHBIX HACIIEICTBEHHBIX 3a00JICBaHHUN
coctasisieT okoso 4000-5000 Hozomormueckux ¢opm. Berpedarorcss 3TH 3a00jeBaHUs ¢ YAaCTOTOU
1:500-1:100 000 u pexe.

Oco0eHHOCTH HaclieIoBaHMs TeHHBIX 3a00JeBaHUi ompenenstorcs 3akoHamu . Mennens,
MOATOMY OHHM TIOJYYHITH Ha3BaHHE MOHOTEHHBIX 3a00JIeBaHUH.

Knaccugukarus 3a0oieBaHuil BO3MOXHA IO OINpPEICIIEHHBIM KPUTEPHSIM, HCIOIb3yEeMbIM
BpauaMH Pa3IMYHbIX CHEIHATBHOCTEH PU pabOTe ¢ MOHOTEHHBIMH OOJIE3HSIMH.

Bpauam-renetnkam y100HO MOJIOKUTH B OCHOBY KJIacCU()MKALIMU MOHOT'€HHBIX O0JIe3HEH THIT
HacneoBaHust. COTJacHO e, MOHOT€HHBIE OOJIE3HH MOYKHO TIOJIPA3/IeNSATh TI0 THIIaM HacJIeIOBaHUS -
ayTOCOMHO-IOMHUHaHTHbIE (cuHApoM Mapdana, HeiipopuOpomaros), ayTOCOMHO-PELECCUBHbIC
(MyKOBHCIIHI03, (DCHUJIKETOHYPHUs, TajlakTo3eMus), X-CIEIUICHHble JOoMUHaHTHble (Buramun JI-
PE3HCTEHTHBIN paxuT), X-CIEIUICHHBIC PELECCUBHBIC (TeMO(HINS, AaIbTOHU3M), Y-CUCIUICHHBIC
(romanapuyecKne) U MUTOXOHJApHUAIbHBIC. JTa Kiaccudukanus Hanbosnee yaoOHa, Tak Kak cpasy
MO3BOJISIET COPUEHTUPOBATHCS OTHOCUTEIBHO CUTYAIIH B CEMbE U IIPOTHO3a MOTOMCTBA.




I'EHHBIE BOJIE3HHA

- AyTOCOMHO-ZJOMUHAHTHBIE

- AyTOCOMHO-PELECCUBHBIE

- X-clienaeHHbIE

- X-TOMHUHAHTHEIE

- V — cuenjeHHbIe

Bpa‘{aM'KHI/IHI/IHI/ICTaM yz[o6Ha TaK Ha3bIBaACMasl KIMHUYCCKAas KJ'IaCCI/I(i)I/IKaHI/IH, TO €CTb IIO

MIPEUMYIIIECTBEHHOMY TOPaKEHUIO KAaKOro-TMOO OpraHa WM cHCTeMbl. Hampumep, MOHOTCHHBIE
60H€3HI/I HepBHO'MBImeqHOﬁ CHUCTCMBI, OITIOPHO-ABUI'aTCIIBHOI'O aIlrapara, BY60quIOCTHOﬁ O6J'IaCTI/I,
CGpl[G‘-IHO-COCYI[HCTOfI CHUCTCMBI, KCITYJOUYHO-KHUIICYHOT' O TpaKTa, rias, OHKOJIOTHYCCKHCEC,
reMaToJIOTHYCCKHUC, IICUXUICCKUEC, MMMYHHBIC, SOHAOKPUHOIIATHH, ITIATOJIOTHA CJIyXa U Jp.

I'EHHBIE BOJIE3HU

- 00JIE3HU HEPBHO-MBIIICYHON CUCTEMBI;

- 0oJie3HHn OIIOPHO-ABUI'ATCIILHOI'O aIlllapaTta,
- 00J1e3HH 3yO0UETIOCTHOM 00J1aCTH;

- 6one3nu CCC,

- 6onesnu XKKT,

- 00JIE3HU TJ1a3,

- OHKOJIOTHYECKHE OOJIE3HU U Aap.

I[J'IS[ Bpaqeﬁ 6I/IUA1/1MJ/11\UB'1 CHCIMKUB yJUUHd CUMUXUMUYCCKANA) th‘aucm&bI/IKaHI/Iﬂ, KOTOpafl, B
MEepBYI0 OYepenpb, ACIUT BCe MOHOTEHHBIE OOJIE3HH Ha JBE HEpaBHbIE T'PYNIBI 3a00TEeBaHHM C
BBISIBIICHHBIM U HEBBISIBIICHHBIM NIEPBUYHBIM OnoxumudeckuM aedexkroM. HecMoTpst Ha Bce ycnexu
COBpEMEHHOM OMOXMMHUYECKOW TEHETHUKH, 3a00JEeBaHH C HEBBISIBICHHBIM OHOXUMHYECKUM
nedeKToM BO MHOTO pa3 OoJibllie, YeM 3a00JIeBaHUM C BBISIBJICHHBIM OHOXUMHUYECKUM nedekToM. B
3aBHUCHUMOCTH OT IEPBUYHOTO OMOXUMHUYECKOro NedeKkTa Bce HaceICTBEHHbIe OoJIe3HH OOMeHa
(HBO) BemiecTB MOXKHO JAETUTh Ha HapylleHUs oOMeHa OenKoB (CTPYKTYpPHBIX, TPAHCHOPTHBIX,
KaHAaJIOB U PEIEeNTOPOB, MMMYHHOM 3aIlUTHI U T. [I.), JKUPOB, YIJIEBOJOB, aMHHOKHCIIOT, ()EPMEHTOB,
MUHEpAJIOB, BATAMUHOB, TUTMEHTOB, TYPUHOB-TTUPUMHJIHMHOB, TOPMOHOB U T. I.

I'EHHBIE BOJIE3HUA

- 00JIE3HU C BBISIBJICHHBIM MTEPBUYHBIM OUMOXUMHUYECKUM JePEeKTOM
(Oone3nn oOMeHa BEIECTB)

Hapymienust oOmeHa 6e1KkoB,

Hapymenus odmeHa xupoB

Hapymienus oOMeHa yriieBo/10B

Hapymenus oOMeHa aMMHOKHUCIIOT

Hapyienus oomeHa ¢pepmMeHTOB

Hapymenne oOMeHa MUHEPAIOB

Hapymenne oOMeHa BUTAMUHOB,

Hapymenne oOMeHa TUTMEHTOB U JIp.

- 00JIE3HU C HEBBIABICHHBIM MIEPBUYHBIM OMOXMUMHUYECKUM JAEPEKTOM
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[TaTorenernueckas kinaccuukanus MOHOTCHHBIX OOJe3HEW MoapasenseT MX Ha TPYIMIbl B



3aBUCUMOCTH OT OCHOBHOI'O IIATOI'CHCTHUYCCKOI'O0 3BCHA: HAPYIICHHC oOMeHa BCIIICCTB, HAPYIICHUC
MOp(i)OFCHCSa, KOM6I/IHaI_[I/I$I 9THUX KOMIIOHCHTOB.

I'EHHbIE BOJIE3HUA

- HapyIIeHUs] OOMEHa BEIIECTB

- Hapy1eHne Mopdorenes3a (CHHIPOMBI MHOKECTBEHHBIX
BPOJKJICHHBIX TIOPOKOB Pa3BUTHS)

- KOMOMHUPOBAHHBIC HAPYIICHHSI

BrniepBble 0 «BpOKJI€HHBIX OIIMOKaX MeTabo1IM3Ma» B Hayase XX B. 3asBUJI aHIVIMHCKUM Bpay
A. Tappon npu uccienoBaHUM «OOJIE3HM YEpPHBIX IENEHOK» - ankanToHypud. OH cBsi3an 3Ty
NaTOJIOTHIO, a TaKKe aIbOMHM3M M IUCTUHYPHIO, C MOJOXeHWsMuU Teopun . Mengens o
pELIECCUBHOM HAcJeI0BaHUM IPU3HAKOB. BbIfBICHHE HapylleHUsT OOMEHa T'OMOI€HTHU3MHOBOM
KHCJIOTBl TPU AJKAaNTOHYpUHU SBUJIOCH IEPBBIM IIaroM B BBIABICHUU APYTUX OHOXMMHUYECKUX
HapyleHUH NpU pPa3IUYHBIX MOHOTEHHBIX Oosie3HAx. B 1934 r. ®emnuHroMm BrepBble Oblia
YCTaHOBJICHA €IIIe OJHA «TI0JOMKa» METab0IM3Ma Y YMCTBEHHO OTCTAJIBIX JAETeH CO crnenu(puyecKum
«MBIIIMHBIMY 3amaxoM. @DeuIMHr NpeAnooXKuiI, YTO HaJIM4Me PE3KOro 3amaxa CBS3aHO C
BbI/IEJICHUEM OOJIbHBIMU KETOHOBBIX Tesl. OH Mpojienall KaueCTBEHHYIO PEaKUI0 Ha KETOHOBBIE Teja
- 100aBUJ B MOUYy OOJIbHBIX MOAKHCICHHOE TPEXXJOpHOe *kene30. Bo Bcex mpobax Moua MeHsia
CBOM IBET HA pa3lWYHbIE OTTEHKH 3eleHoro. TakuM oOpa3oM, €ro TeHHaJbHas JOorajKa
MOJITBEPNIIACh, a 3a00sIeBaHNe OBbLIO Ha3BaHO (PEHUIITMPOBUHOTPAHON OUTOPpPEHUECH.

JOMAIIHEE  3AHAHUE: PABOTA C  VYYEBHHUKOM  (ctp. 95-90) WU
JIOOJTHUTEJIBHOM JIUTEPATYPOI M 3ATTIOJTHEHUE TABJIULBI « EHHBIE FOJIE3H».

HasBanne [Iprnunna Tun Kimmanueckue [Iporuos
0oJe3HH 6011e3HH HACJIEI0BAHNS IIPOSIBJIICHUS

Cungpom
Mapdana

DeHUIKETOHYpUs

I'unodocdaremus

I'emoduiust

4 OcoGenHocTH 00JIe3HEH € HACJHEJICTBEHHON NPEAPACHOJIOKEHHOCTBI0 — 3alucaTh
onpeaejieHue, 0CO0EHHOCTH, (popMbI

PaccMoTpeHHBIC B TpEABIIYIIUX pa3jeliaXx TeHHbIE W XPOMOCOMHBIC OOJIC3HU ITOJTHOCTHIO
OTIPECTISIOTCSA TMATONIOTUYECKON HACIEACTBEHHOCTBIO, T.€. MyTalusMH. Bmecte ¢ TeM H3BECTEH
LIIMPOKUHN KpyT 3a00J1eBaHul, TaKuX KakK, HalpuMep, TUIepTOHNYecKasi 00J1e3Hb, HEKOTOPBIE (POPMBI
caxapHoro quabera, OpoHXUaNbHAS acTMa, S3BEHHAs O0JIEe3HB JKETyIKa, aTePOCKIePO3, MU30(PEHMS,
BPOXKXACHHBIC ITOPOKU PA3BUTHUA U MHOTHUE APYIru€, BOBHUKHOBCHHUEC KOTOPBEIX BO MHOI'OM 3aBHCHUT OT
(dakTopoB BHEIIHEWH cpeabl (CpeloBble, TOBEIEHYECKHE, COLMaIbHBIE H Jp.). OTH OO0Ne3HU
cocTaBistroT 6ostee 90 % oT 00IIero Yrciia HacleICTBEHHBIX O0JIE3HEN YETOBEKA.

Bo3HHKHOBEHHE MIUPOKO PACIPOCTPAHEHHBIX 3a00JIeBaHUN, KOTOPbIE BHOCSAT HAMOOJBIIUI
BKJIa], B 3a00/IeBa€MOCTh, HMHBAJIMIU3AIMI0O W  CMEPTHOCTh  HACENICHUS, OIpPEeIsIeTCs
B3aMMOJICHCTBUEM HACIE0CMBEHHbIX (aKmopos N Pa3HOOOPA3HBIX (aKkmopos eHeuiHel cpedvl. DTy
MHOT0O00Pa3HYI0 TPYIITY IMATOJIOTHIA HA3bIBAIOT OOJIC3HSIMHU C HACIICICTBEHHBIM ITPEIPACIIONOKCHIEM
Wi MyJabTU(AKTOpUaIbHONW Maroyiorueid. B ocHOBe HacleACTBEHHOW MPEApacloOKEHHOCTH K
0O0JIE3HIM JICKUT OOJBIIOE TEeHETHUYECKOe pazHooOpa3ne (TeHETUUECKHU MOTMMOp(HU3M) MOy
YeJIoBeKa Mo (hepMeHTaM, CTPYKTYPHBIM, TPAHCIIOPTHBIM OelTKaM M aHTUT€HHBIM CHCTEMaM.

HacnencTeHHast mpeapacioioKeHHOCTh MOXKET OTPEACISIThCS:

- OIHUM TeHOM (MOHOTEHHas IMPeIpacloNoKEHHOCTh). Jlns pa3Butus 3aboseBaHus
HeoOXxoaumo neictBue cnernuduueckoro (akropa cpenbl. be3 Hero 001e3Hb HE MPOSBHUTHCS JIAXKE




MIPU HAIMYKU 1e(DEKTHOTO TeHa.
- COBMECTHBIM JICHCTBHEM HECKOJIBKMX TC€HOB (MOJUICHHAS IPEAPACIOIONKEHHOCTD).
Heo0OxomuMo coderanne KOMILIeKca JeEKTHBIX TEHOB U (JaKTOPOB BHEIIHEH CPEJIbI.
OCo0EHHOCTH:
e Bricokas uactora B momymsimuu. Oxono 1 % HaceneHus crpagaer muszodpenuei, 5 % -
caxapHbIM auadetoM, okosio 30 % - runepTeH3uei u T..
e HacnenoBanue 3a00JeBaHus HE MOIUYUHICTCS MEHICIIEBCKUM 3aKOHAM.
e CreneHb MPOSBICHHS 3a00JICBaHUS BaphbUPYET B MIMPOKHX IpeIeiax — OT SIPKO BBIPAKCHHOMN
KIIMHUYECKOU KapTHHBI 0 CKPBITHIX (OPM.
e [IposBiieHne 00JIE3HU 3aBHCHT OT BO3pacTa M IOJIa YEJIOBEKa, NCUCTBUS (haKTOPOB BHEITHEH
Cpenbl | T.1.

5 MWM3oaupoBaHHBbIC BpPOKIACHHbIC IMOPOKHM Pa3BUTUS — 3alUCATh OMNpeJeIeHne
TepaToreHe3a, TEPaTOreHoB (C NpuUMepaMu), KPpUTHYECKHE NepHOabl (POPMHUPOBAHUS OPIraHOB,
0J1acTonaTuM, raMeToNnaTuu, SMOpuoNaTum, eronaruu, 4acrotry Bcrpevyaemoctu BIIP.

Tepatorene3 — mosiBieHHe aHOManuil y mioga. Ero mpuymHONW MOTyT OBITh Kak BHEIIHUE
BO3/CHCTBUS, TaK U CIIOHTaHHBIC HAPYIIICHUS YMOPHOTEHE3A.

Bpoxxnennsie mopoku passutus (BIIP) usBectHbl ¢ rimy0Ookoit apeBHoctH. OO0 3TOM
CBHUJICTEIILCTBYIOT CJI€IAHHBIE MHOTO TBHICAYENIETH Ha3aJ HACKAJIbHBIE PUCYHKH CPOCHIMXCS
Omm3HenoB (ABcTpanus), u3o0pakeHHe OosbHOTO ¢ axoHupormuiazueit (Erumer), BpoxacHHas
KOCOJIaNoCTh y €rUIeTCKUX (hapaoHOB U IPYTrUe MPUMEPHI.

B Poccun Hawano teparonoruu Obuto monokeHo Ykazom Ilerpa 1 or 13.02.1718 r. o
co3maHun «kabunera penkocteit» B Cankt — IlerepOypre (KyHcTkamepa), rae ¢ My3eHHBIMU
sKcroHatamu padotanu ambOpuonoru Boned u bap (pucyHok yuedOHuka).

BpoxneHHas maTosiorusi 4pe3BblYaiHO pa3HOOOpa3Ha, KOJIMYECTBO IMOPOKOB M aHOMAJUI
WCYHCIISICTCS COTHSMH, MIPH 3TOM OHHU BBISBJISIOTCS BO BCEX CHUCTeMax opraHu3ma. ExeromHo Ha
3emute poxaaeTcst okosio 3 muH. aereit; ot 100 Teic. 10 200 ThIC. — HOCUTENINU BPOXKIECHHBIX YPOJICTB.
Jlume Manast yacth uX (okomo 10 Thic.) BhI3BaHA MYTAllUsIMH B TIOJIOBBIX KJIETKaX POJIUTEINCH.
[Tonapnsitoniee  OONBIIMHCTBO BPOXKJIEHHBIX AHOMAJIUI CBSI3aHO C IOCIEACTBUSMU BPEAHOTO
BO3/ICHUCTBUS pa3HbIX (PAKTOPOB HA OEPEMEHHOCTb.

B crpykrype oOmeit cmeprHoctu aereid Ha npomo BIIP mpuxomurcs go 15-20 %, a
NepUHaTaIbHON CMEPTHOCTHU — 0T 4-7,7 110 26-29 %.

[Topoku pa3nuyaroTcsl MO MOCIEI0BATEIBHOCTH BOSHUKHOBEHHS B OpraHu3Me (IepBUYHBIE U
BTOpUYHBIE J€(EKThI), BpPEMEHH BO3JEHCTBUS BBI3BABIIETO HX TEPATOreHHOTro (QakrTopa,
JIOKAJIM3alMK U APYTUM IapaMeTpam, YTO CEPbE3HO 3aTPyJHSAET UX JUArHOCTHKY.

BIIP MoryT OBITH M30JIMPOBAHHBIMU U MHOXKECTBEHHBIMU (TIOPOKH Pa3BUTHS, BBISBISIEMbIC B
JBYX U 00Jiee CHCTeMax OpraHu3Ma).

Ha nepBoM MecTe 1Mo 4acToTe BCTpeuaeMOCTH HaXOSTCS H30JIMPOBAHHBIE IOPOKH Pa3BUTHS:

- TOPOKH HEBpaIbHOU TpyOKH — 8,4 — 22,3 %,

- mopoku cepana — 10,9-21,0 %,

- IOPOKH KOHewHOCTeH — 7,4-24.5 %,

- mopoku reaurtanuii — 2,4-7,5 %.

YacToTa MHOKECTBEHHBIX TOPOKOB pa3BHUTHs cocTaBisieT 7,9-18,2 %.

@DakTopbI, KOTOpPBIE ACUCTBYIOT BO BpeMsi OEPEMEHHOCTH U MPUBOJAIINE K BOZHUKHOBEHUIO
BPOXJICHHBIX MTOPOKOB PAa3BUTHA y JETEH, HA3bIBAIOTCS TepaTOreHaMHu. Tak ke, KaKk M MyTarcHsl,
TEPaTOT€HbI MOT'YT OBITh BUPYCHOW, XUMHUECKON U paiMalliOHHON TIPUPOIBL.

TeparoreHamMu MOTYT OBITh:

- BUPYCHI,

- JIeKapCTBEHHBIE MpPEnaparhbl,

- aJIKOT0JIb,

- KypeHue,



- HAPKOTHUKH,

- HEJIOCTATOK MJIM U30BITOK BUTAMUHOB,

- CTPECCHI U JIp.

Ha mpakTuke 10CTaTOYHO CIIOKHO PELIUTh, SIBJSETCS JIM HaOI01aeMblii 1e(heKT pe3ynbTaToM
TEPATOTEHHOTO BO3ACUCTBUS MO0 OH 00YCIIOBIICH HACIEICTBEHHBIMU (DAKTOPAMH, MYTAIIUSIMH.

TepaToreHHslii (akTop MNPUBOAUT K BO3HUKHOBEHHUIO IOPOKA B TOM CIllyyae, €Clid OH
BO3JICHCTBYEeT JO OKOHYaHWS (OpPMHpPOBAHUS OpraHa; eclii opraH yxe chopmupoBaH,
MOBpEXKIatollee AecTBIE He TPUBOIUT K €ro e(eKTy.

B cBa3u ¢ 3TUM B TeparoreHe3e BBIICISAIOT KPUTUYECKHUE TMEPUOJAbl HWHTEHCUBHOTO
(hopMUPOBaHUSI OPTaHOB U CUCTEM OpPraHU3Ma:

- 1 xpuTHUeCcKHii Mepruoa — KOHEIl IepBOi — HaYaao0 BTOPO HeJleTu OEpEMEHHOCTH.

Yacrora ruberneit 3apojsiieii B mepsbie 15 nHeilr 6epeMennocty pocturaet 35-50 % oT Bcex
OIUIOJIOTBOPEHHBIX SAUIIEKIIETOK.

AHOMaIIMU Pa3BUTHS, BOSHUKIINE B 3TOT NEPHUOJ, HA3BIBAIOTCS 01aCMONAmuimMu.

- 2 KpuTHUECKUH mnepuof — ¢ 3-1o0 no 8-t Heneno OepemeHHOcTH. Hapymienus: pa3BuTHs
AMOpPHOHA Ha3BIBAIOT IMOPUONAMUAMU.

- Oojee TO3AHHE CPOKM OEpPEeMEHHOCTH. BO3HMKAMOIIME MOBPEXKICHUS IUI0/A HA3BIBAIOT
Gemonamusamu. B 370 Bpemsi MOPOKU BO3HUKAIOT B TOM CIIy4ae, €CIIU OpraH HE 3aKOHYWJ CBOETO
pa3BuTusi (MO3T, JIETKUE, 3YObl, MOJOBBIE OpraHbl). MOTYT pa3BUTLCA U BTOPUYHBIC MOPOKH YXKe
c(hOpMHUPOBABILINXCS OPTAHOB.

HacnenctBenHo 00ycCIOBICHHBIE BPOXKACHHBIE TTOPOKU PA3BUTHS, B OCHOBE KOTOPBIX JIEXkKaT
MyTallu{ B TIOJIOBBIX KJIETKAX POAMTENEH, HA3bIBAIOT camemonamuamuy. K HUIM OTHOCST, HallpuMep,
TPUCOMUH, BCE BHOBb BOSHUKIIIKE MYTAIlUH.




