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POJIb HACJIEACTBEHHOCTH B ITATOJIOI'MN.
MHATOPU3NOJIOI'UA BHYTPUYTPOBHOI'O ITIEPUOIA PAZBUTUA

AKTYyaJIbHOCTh TeMbl. BpoXJcHHble nopoku (BII) 3aHuMMaroT 0AHO M3 MEPBBIX MECT Kak B
CTPYKTYype JIeTCKOI 3a00J1eBa€MOCTH U UHBAJIMTHOCTH, TaK U B IEPUHATATIbHOM U paHHEH JAeTcKon
CMEPTHOCTH; MO JaHHbIM psna aBTopoB BIl oOnapyxenel y 25,6 % nereil, ymepumiux B
nepuHaTaibHOM nepuone, 18% — cpean MepTBOpOXIEHHBIX; Mo 3akimrodeHuto XXIX ceccumn
BceemupHoii accambiien 37paBOOXpaHEHNs], B Pa3BUTHIX CTpaHaX B 3a00JI€BAEMOCTH M CMEPTHOCTH
JeTei BpOKJIEHHBbIE MOPOKH Pa3BUTHSI 3aHUMAIOT OOJIBIIYIO JI0JIF0, YeM MH(EKIHOHHBbIE 00JIe3HH;
BBISIBJIEHHE B Ka)K/IOM KOHKTPETHOM Cllyyae NPUYMHBI [IOPOKAa Pa3BUTHs MO3BOJIUT YMEHBUIUTH
PHUCK MOBTOPHOT'O POXACHUS peOeHKa ¢ aHAIIOTUYHBIM [TOPOKOM

YdyeOHbIe HeIH 3aHATHA: U3YYUTHb DTHOJIOIMIO M IATOTEHE3 HACJIEACTBEHHBIX U BPOXKICHHBIX
OoJie3HeH, a TaKKe HapyIICHHUH, TPUBOISAIINX K MTaTOJIOTHH BHYTPHYTPOOHOTO Pa3BUTHSL.

BocnurartesbHble 1edU 3aHATHA: (OpMUPOBaHHE HAYYHOTO MHUPOBO33PEHUS M TEOPETHUYECKOU
0a3pl OyAyIIUX CIEIMAIUCTOB Ha OCHOBE (DyHJAMEHTAIBbHBIX 3HAHUA M HOBEHIINX JOCTH)KEHHI
MATOJIOTUYECKON (PU3UOIIOTHH.

3agaum 3aHATHA

1. 3HaTh MEXaHU3MbBl BOSHUKHOBEHUS U Pa3BUTHS HACIICICTBCHHBIX M BPOXKICHHBIX OOJIC3HEH.
2. 3HaTh KPUTUYECKHE NEPUOIBI BHYTPHYTPOOHOTO PA3BUTHSL.

3. 3HaTh YTHOJIOTHUIO BPOXKICHHBIX ITOPOKOB Pa3BUTHSI.

4. VYMeTb pacKpbITh MEXaHU3MbI TEPATOTE€HEA.

IIpu nmoaAroToBKe K TeMe MOBTOPUTH CJeIyIOLHE BOMPOCHI U3 CMEKHBIX JMCIHUILUIMH C HeJIbI0
Hanbo.1ee MOJHOr0 YCBOCHHs MaTepHuaJa:

— KJIacCU(UKAIMIO MYTallMid, CTPOCHHE DYKAPHOTHYECKOTO T'eHA, MPHHIUIBI PETYJISIUA TeHHOU
AKTUBHOCTH, TIPHHIIMITBI PeATN3allii FeHEeTHYECKOi nHOopMaImu (Kypc MeOUuyuHcKou 6uorocuu u
2eHemuKL);

— (yHKIMU OSITKOB B OpraHU3Me 4YeoBeKa (Kypc buoxumuu);

— KPUTHYECKHUE MIEPUOJIBI PA3BUTHUS (KVPC YUMOLO2UU U SUCTOLOSUL).

KoHTpoJibHBbIE BONIPOCHI 10 TeMe 3AHATHSA:

1. OGmas xapakTepuCTHKa HACJIEACTBEHHBIX U BPOXKJIEHHBIX Oose3Hel. denokonuu.

2. DTHONOTHS HACIEICTBEHHBIX Oone3nel. Kimaccupukanus myranuii. AHTHMYyTareHbl. AHTUMYTa-
LIUOHHBIE MEXAHU3MBI.

3. MexaHu3Mbl HACIECTBEHHOM MATOJIOTHU: TeHETHYECKUH, ()epMEHTHBIH, PEeNTOPHBIN U MeTa-
Oonnyeckuii OJI0KH.

4. MoOHO- ¥ TIOJTUTEHHBIC HACTIEACTBEHHBIE 00JIE3HU. XPOMOCOMHBIE OOJIE3HHU.

5. OmeHka BKJIaJja HACIEICTBEHHOTO U CPEAOBOro (GakTOpPOB B pa3BUTHE OOJIE3HEN C HACIIEACTBEH-
HBIM IpefpacnooxenueM. [lonsaTue o6 snureHeTHke.

6. MeTobl TMarHOCTUKU HACJEICTBEHHBIX 00Je3HEeH (KIMHMKO-T€HeaIOTHYeCKU, OJIM3HEIOBBIMH,
MTONYJIAIIMOHHO-CTaTUCTUYECKUH, OMOXUMHYECKUH, UTOT€HETUYECKU, MOJIEKYJISIPHO-
TeHETHYECKUH, METOIbl OMOJIOTMYECKOT0 U MaTeMaTUYeCKOro MoJenupoBaHus u Ap.). [IpuHuums!
JIeYeHUs U TPO(UIaKTUKN HACJIEICTBEHHBIX O0JIe3HEH.

7. Ilaronorusi BHyTpUYyTPOOHOT'O Pa3BUTHUs, 3HAUEHUE KPUTHUECKUX NepuoioB. [IpudunHbl aHTeHa-
TajabHOW maTtojoruu. ['ameromatuu, OnacromaTuu, sMOpuonartvu, ¢eTonaTtuu. 3aKOHOMEPHOCTH
Pa3BUTHS MATOJIOTMYECKUX MPOIIECCOB BO BHYTPUYTPOOHOM MEPHO/IE.

8. MeTobI MpeHaTATbHOW IUATHOCTHKH 1 TIPO(PHIIAKTHKH BPOKICHHBIX 3a00JIEBaHUIA.



Pacuer yueOHOro BpemMeHu
OO1ee BpeMs 3aHsITHs 3 aK. yaca

Ne Conepxanue Pacuer yueGHOTO
n/u BpPEMEHU

1. | Berynenue. MoTHuBalimoHHasi XapaKTEPUCTUKA TEMBI 3 MHUHYTBHI

2. | [luchMeHHBI KOHTPOJIb CTYICHTOB T10 BOIIPOCaM TeMbI 3aHATHS | 15 MUHYT

3. | Ompoc-6ecena CTYJCHTOB IO BOIIPOCAM TEMbI 3aHATHS 60 MuHYT

4, | CamocrosTenbHas padoTa CTyICHTOB 15 munyT

5. | Pemienue cutyalimoHHbIX 331a4 20 MUHYT

6. | [lonBeneHue UTOTOB 3aHATHUS 5 MUHYT

7. | 3amanue Ha cienyrolee 3aHsITHE 2 MUHYTBI

BcnomorareabHble MaTepualJbl 110 TEME:

HACJIEACTBEHHBIE — 06one3Hn W aHOMalWH pPa3BUTHS, B OCHOBE KOTOPBIX JI€XkKaT
cTpykTypHble u3menenus B JJHK.

BPOXJIEHHDBIE — 6ose3H1 ¥ aHOMaJIUK Pa3BUTHS, TIPOSIBIISIIOLIUECS CPA3Y NOCTIE POHCOe-
HUsl, MOTYT OBITh HACJIEICTBEHHBIMU U HEHACe0CMBEHHbIMUL.

®EHOKOIIUUN — ciydau, Ipu KOTOPHIX MOBPEKAAIONINE BHENITHHE (DAKTOPHI, NeHCTBYIO-
1€ BHYTPUYTPOOHO, BBI3BIBAIOT 0OJIE3Hb, CXOOHYI0 NO KIUHUYECKOU KapmuHe ¢ HaCIeACTBEHHOM.

Hanpumep, natonorumyeckas >KeNTyXa y HOBOPOXJIEHHOTO MOKET ObITh 00YyCIIOBJIEHA
HACJIEICTBEHHBIMU HAPYIICHUSIMH 3aXBaTa, KOHBIOTAIIUN UM SKCKPEeIUU OMIMpyOrHa (CUHIPOMBI
Kunnbepa, Kpurnepa-Hamkapa, [labuna-J[>xorcona u Potopa), HO MOXKeT pa3BUThCS U Kak (DEeHO-
KOs BCJIEICTBUE BHYTPUYTPOOHOTO renaTUTa WM HEHACIIEICTBEHHOM aTpe3uH KeTYHBIX XOJI0B.

3TUOJIOTUSI HACJIEJCTBEHHBIX BOJIE3HEN
[IpyurHaMu HacJIeICTBEHHOW MAaTOJIOTUU SIBIISIOTCA (PAKTOPBI COCOOHBIE BBI3BATh MYTa-
LU0 — Mmymacenvl. DaKTOPOM PHUCKA U1 BOSHUKHOBEHMS U peallM3alliy ICUCTBUS MyTalUu sBJIS-
€TCsl HECOCTOSITEJIbHOCTh CUCTEMBI penapanuy (FeHEeTUYECKU JIeTepMHHHMPOBAHHASI WM MPHOOpe-
TEHHasl) WIN HapyLIeHNE PEryJIsliy TeHHON aKTUBHOCTHU (3MUT'€HETUYECKUX MEXaHU3MOB).

Kuaacecndukanus myranui

ITIo npuyune ITo BMAY MyTHpPOBaBIINX ITo 3HayeHuI0 ITo ypoBHI0
KJIETOK
CrioHTaHHbBIE lNameTnueckue ITatorennsie ['ennsble
WNHaynupoBaHHbIe ComaTnueckue bnaronpusAtHsie XpoMOCOMHBIE
Mo3anunsbie HelitpansHbie I'enomHBIE

I'ennbie myTanum (ToukoBbie) — n3meHeHus crpykryp JAHK B npenenax onHoro rexa.

Tunsl reHHBIX MyTallui O XapakTepy U3MEHEHUN: eenus], TyTUIMKalusl, UHBEpCUH, HHCep-
LMY, TPAHCBEPCUM, TPAH3ULMU; MO IOCIEACTBUS: HEUTpalbHbIC, PETYJIATOPHBIE, TUHAMUYECKUE,
MHUCCEHC-MYyTalli, HOHCEHC-MYTallUH.

XpOMOCOMHBIE MYTAUMH — XapaKTEPU3YIOTCS M3MEHEHUEM CTPYKTYPBI XpOMOCOM (Jene-
1S, IYIUTMKAIHs, HHBEPCHS, BHYTPH- U MEKXPOMOCOMHAs TPAHCIOKALIHS).

I'eHOMHBIE MyTalIUM — XapAKTEPU3YIOTCS U3MEHEHUEM YUCIIa XPOMOCOM.

Buowi eenomnvix mymayuii
Tonunnoudus — yBenuYeHHE YMClia HAOOPOB XPOMOCOM, KpaTHOE raronaaomy (3n, 4n, 5n).
[IprurHaMy MOTUTIIIONIUU ABJSIOTCS JBOWHOE OIIOAOTBOPEHUE MM OTCYTCTBHE 1-TO MeloThde-
CKOT'O JICJICHUSI.




Aneynnououss — I3MEHEHUE YHUCIa XPOMOCOM B JUILIOUTHOM HAaObOpe, HEKPATHOE TarlyIONIHO-
My (2n+1, 2n-1). [lpuunHa aHEYIUIOMIUH SIBISIOTCS HEPACXOXKICHHE XPOMOCOM, aHada3HOe «OT-
CTaBaHUE.

MOHOCOMHUS — HAJIMYKME OJHOM U3 IBYX TOMOJIOTMYHBIX XpoMocoM (cunapom lllepemeBckoro-
Tepuepa)

TPUCOMUS — HAJIMYME TPEX TOMOJIOTUYHBIX XpOMOCOM B Kapuotune (21n - cunapom [layHa,
13n - cungpowm Ilaray, 18n - cunapom DaBapica).

AHTUMYTAI'EHbI — BemiecTBa criocoOHbBIE TTOIABISTh CIIOHTAHHBIA U WHIYIIMPOBAHBIN

MyTareHes.
AHTHMYTALMOHHbIE MEXaHHU3MbI

1. Heiitpanuzauuss myrtarena ao ero konrtakra ¢ JIHK (manpumep, moBblilias aKTUBHOCTD
(dhepMeHTOB 00E3BPEIKMBAIOIIUX MYTarcHbl, CBA3BIBAHNE MyTarcHa W BBIBEACHHE €r0 U3 OpraHu3-
Ma).

2. TIoBeimenue ycroitunBoctu JJHK k MyTarenam (ny0iaupoBaHHOCTh CTPYKTYPHBIX AJIEMEH-
TOB TCHOMA; MaTPHYHBIA MPUHIUIN OMOCHHTE3a; CIIOCOOHOCTh K permapaiuu; PeryJisiius TeHHOM
AKTUBHOCTH).

3. IpemsiTcTBHE MPEeBpaLICHUST KOCBEHHBIX MyTareHOB B UCTHHHBIC

IIpumepbl aHTUMYTAareHoOB
AMMHOKHUCIIOTHI QpTUHUH, TUCTU/IUH, METUOHUH
®epmenTsl iepokcuaasa, HAJIP-okcnasza, karanasbl, TIyTaMUHIEPOKCHIA3bI
JlexapcTBEHHBIE CPEACTBA Cylb(haHUIaMUIbl, THTEPPEPOH, AHTHUOKCHUAHTHI
Buramunn E, C, A, K

Cxema maroreHe3a MOHO- M MOJIUTeHHbIX 0oJie3neii (no E. /. ['onvobep.,2009)
Myrtanus (MHUIUAIbHOE 3BEHO) — pealu3anus AeHCTBHUS aHOMAaJIbHOIO reHa (F€HOB): Hapy-
rreHre GpyHKIMA CTPYKTypHOTO Oenka, (hepMeHTa, perenTopa, CHHTE3 aHOMAJILHOTo OeNka ¢ nu3Me-
HEHHBIMU CBOMCTBaMH— II€Mb TOCIEAYIONTNX OMOXUMHYECKUX MPOIECCOB HA YPOBHE KJIETKH, Op-
raHa, OpraHu3ma.

IIposiBjieHHE HA MOJIEKYJIAPHOM YPOBHE NePBUYHBIX 3(PPEKTOB MYTAHTHBIX aJlJIe/1eH

1. OrcyTcTBMEe CHHTE3a MOJUNENTUAHOH Henu (0elka), UYTO MOXKET, BBIPAXKACTCS B
HaKOIJICHUH TOKCHYECKHUX MPOAYKTOB-NPEALIECTBEHHUKOB, MOTYT MCIIONb30BaThcsa Apyrue (00-
XOJIHbIE) MyTH OOMEHA, YacTO TaKXe C MaTOJIOTUYECKUM HCXOJ0M; B Pe3yJibTaTe OTCYTCTBUS IEp-
BUYHOT'O MPOJYKTa T'€HAa MOXET 3aJepKMBAThC KaKOH-TMOO Ba)KHBIA MpOIECC, MOCTOSHHO OCY-
HIecTBISAIONIMICSA B opranu3Me. Hanpumep, MyTauu reHoB, JETEPMUHUPYIOLUIUX CUHTE3 (hepMeH-
toB penapaunu JHK, npuBoasaT kK HEBO3MOKHOCTH BOCCTaHOBJIEHHS ITOCTOSSHHO BO3HHMKAOIIUX
Hapyuiennit B crpyktype JAHK, uto oOycnaBnuBaeT pa3BUTHE 370Kaue€CTBEHHBIX HOBOOOpPa30Ba-
HUN (IMTMEHTHAs KCEpoJAepMa).

2. HepocTaToO4HOCTH BHIPAOOTKH HOPMAJILHOIO MEPBHYHOrO mpoaykra. Hampumep ru-
MoKaTajla3eMusl (HM3KUM ypOBEHb Karaja3bl B KPOBH, COIPOBOXKIAIOLIUICS PELMINBUPYIOLIMMU
WH(EKIUSIMH, U3BSI3BICHUEM JIECEH U CIM3UCTON 000JI0YKH TMOJIOCTH PTA).

3. M30bITOYHOE KoJIMYecTBO Oeska. Hampumep, npu nepBUYHOM TeéMOXpOMAaTo3e CUHTE3U-
pyercs M30BITOYHOE KOJMYECTBO INIOOMHA, YTO MPUBOJIUT K MEepeHArpy>KeHHOCTH 3PUTPOLUTOB Te-
MOTJIOOMHOM M COOTBETCTBEHHO KEJ€30M. YBEIMUYUBAETCS CBEPTHIBAEMOCTh KPOBH, Pa3BUBAETCS
reMOCHJIEpO3 MAPEHXUMATO3HBIX OPTaHOB.

4. CuHTe3 aHOMaJbLHOI0 Oesika. Hanpumep, ceprnoBUIHO- KJIETOUHAs aHEMUSs, TIPU KOTOPOit
M3MEHEHa MepBUYHAs CTPYKTYpa Ielb MOJIEKYJIbI IJ100MHAa 3aMeHbl OJHOW aMHUHOKHCIIOTHI HU3Me-
HseT PyHKIMOHAJIbHbIE cBoWcTBa Hb (mOHMXKEHHas pacTBOPUMOCTH, MOBBIIICHHAS IOJIMMEpU3a-
nusi). Takoit Hb yxe He MOXeT BBINOJIHATH KUCIOPOJAKIENTOPHYIO (DYHKIMIO U KPUCTAIUIU3YET-



Csl IPU HEJIOCTATKe KUCIOPOa, a SPUTPOLUTHl MPHOOPETAIOT CEPHOBUAHYIO (POpMy, CKIEUBAIOT-
csl, TPOMOUPYIOT KaluJUIsAPHI.

MexaHu3Mbl HACJIEICTBEHHBIX ATOJIOT Ui

I'ennblid 0JI0K — HapylieHHWE B3aUMOJICUCTBUS yrpapisitomux curianos ¢ JAHK, npuBoaut
K HAapYLICHHUIO 3KCIIPECCUU TE€HOB. Ynpasisamowue CUSHAIbL: 20pMOMbI, aHmumend, cyocmpamsi,
UOHDL.

Hanpumep, nepuuuT UHCYIMHA — HE 3KCIPECUPYIOTCS T€Hbl HHCYJINHO3aBHCUMBIX OEJIKOB-
TPAHCIIOPTEPOB IITIOKO3bI — HAPYIIACTCS YTHUIIM3ALMS TITF0KO3bl HHCYJIMHO3aBUCUMBIMH KJIETKaMH.

Meta6oauuecknii 0,10k — u3HavanbHO (hopmynupoBaiics A. ['aporom Kak (epMEHTHBIH.
Ho npunumas Bo BHMMaHue AomnoiaHeHus buana u Telitama merabonnueckuii 6710k 0oJiee mMUpoKoe
MOHSATHE, BKITtoUaromiee: PepMEeHTHBIN OJIOK, pelleNTOPHBINA OJIOK, OJIOK CTPYKTYPHBIX OCITKOB.

@epMeHTHBIH 0JI0K — HapyIICHUE KaTaTUTHYECKON QYHKIMHU (epMEHTa, aNIOCTEPHICCKOM
peryJsiliug U Jp.

Hanpumep, ©®KVY (dbenunkeronypusi). bonpmmuctBo ciayyaeB @KV conpoBoxnaercs aedu-
IIUTOM TIEYCHOYHOTO (epMeHTa (heHUIATaHUH-4-THAPOKCIIIAa3bl. B TTOJIHOM COOTBETCTBUU C KOH-
uenuueit 'apoaa, 3To BeeT K pe3KoMy yBEIIMYCHHUIO KOHIICHTpAIK (peHUIaIaHuHa B KPOBH.

Henocrarok mpeBpamenus (eHMIaTaHnHa B TUPO3WH U TOAABICHHE M30BITKOM (peHummana-
HUHA aKTUBHOCTU THPO3UHA3bI MMOBEAET, B KOHEYHOM UTOTE, K JE(UIUTY TUPO3UHOBBIX U TPHUIITO-
(haHOBBIX MTPOU3BOIHBIX, BKIIIOUAs MUTMEHT MEJIAHHUH (4TO JIeTaeT KOXKY, I7la3a U BOJIOCH OOJIbHBIX
CBETJIBIMH), a TaK)K€ KaTeXOJaMHUHBI (UTO MPOSBISETCS TUIOTEH3WEH) M CEpOTOHUH (YTO HMEET
OTHOIIICHUE K Pa3BUTHIO AMIICITUMOP(HHBIX «CaTaaMOBBIX CyI0POT» ).

N30bITOK pennnanannHa MeTabonu3upyeTcs: 0OXOAHBIMU MYTSAMH, TOBBIIIAETCS KOHLIEHTpPA-
IIUs €r0 aJbTEPHATUBHBIX MPOTYKTOB METa00JIM3Ma, H30BITOK KOTOPBIX BBIBOJIUTCS ¢ Mouou ((de-
Hwi-1IBK u pennnmonounas kucnotsl, ¢peHmnaneTwirayramul). [Ipu stom obpasyrorcs merado-
JIMTHI, IPAKTUYECKH OTCYTCTBYIOIIKE B HOpME ((peHMIITHIIAMUH, OPTO()EHMITYKCYCHAs! KUCIIOTA).

OTH COeIMHEHUsI PACCMATPUBAIOTCS, KaK HEHPOTOKCHHBI U CITIOCOOHBI HApyIIaTh METa0O0IN3M
JUTAI0B B Mo3re. B couetanuu ¢ nepuuToM HEKOTOPHIX HEHPOMEAMATOPOB STOT MEXAHU3M CUHU-
Tal0T OTBETCTBEHHBIM 32 MPOTPECCUPYIOIIEE CHUKEHUE NHTEIUIEKTa Y OONBHBIX (PEHUIKETOHYpUEn

Peuentopslii 6,10k — HapylieHHe (YHKIMH PaclO3HABAaHUS PELIENTOPOM CUTHAJIBHOU MoO-
nexyisl, nepext G-6enka.

Hanpumep, cemeiinas runepxonectepudemust |l A tuma, 1is 3TOM MaToONOTUU XapaKTepeH
nedexren penentop st JITTHIT Ha rmaaKkOMBIIIEYHBIX CTEHKAaX COCYNIOB. B 3TOM cityuae SK30reH-
HBIN XOJIECTEPUH MPOHUKAET B KJIETKY IYyTEM CIUSHUS C IIUTOIJIO3MATHUECKON MEMOpaHOW — HE
3aMyCKaloTCsS TeHHbIE POTPAaMMBbI, HAIIPaBJIECHHbIE HA CHU)KEHHUE CUHTE3a SHJIOT€HHOTO XOJECTEPH-
Ha U JIp. — MEPEernoIHeHNE KIETKH X0JIECTEPUHOM — TPEBpAIlCHNE B IEHUCTYIO KJIETKY — OCHOBa
aTepOCKJIEPOTUUECKOM OJISAIIKH.

[Tpu nceBnorunonapaTupo3e HM3-3a HACIEICTBEHHOW MyTalMM reHa oaHoro u3 G-0eskoB
(Gsa) umeercs HapylleHHEe B padOTe ATOr0 MOCTPELENTOPHOTO COMPSTAONIEro MeXaHu3Ma, U B
pe3yabpTaTe KIETKH CTAHOBSTCS PE3UCTEHTHBI K PA3IMYHBIM CHUTHAIAM-CTUMYJIATOpPaM aJICHHUIIAT-
IIUKJIa3, 0COOCHHO, K MMapaTTOPMOHY.

B0k cTpyKTYpHBIX 0€JIKOB

Ilpumepom, MOTYT CIIy’)KUTh KoOJIJIareHomnatuu. Tak Ha3bIBaeMblil CUHIpoM Jiepca-/lanno,
XapaKTEPHUIYIOMUNACA CUCTEMHBIMU HAPYIICHUSMHA TPOYHOCTH M CTPYKTYPHI KOJUIareHa, HaXOJIuT
CBOE BBIPAXKEHHME B MOBBINIEHHOW PACTSHKMMOCTA M CHM)KEHHOM MPOYHOCTU KOXKH, M3JIUIIHEH MO-
JBUKHOCTH CYCTaBOB, JIOMKOCTH COCYJOB, @ Y HEKOTOPBIX OOJIbHBIX OCIJIOKHSETCS pPa3pbIBaMU
BHYTPEHHUX OPTraHOB (apTepuil, MAaTKH, KUIIICYHHUKA).

IIposiBjieHus1 NaTOreHe3a reHHbIX 00JIe3Hel Ha KJIeTOYHOM YPOBHE
Kierounslii ypoBeHb MaToTreHe3a TeHHBIX OOJIE3HEH O03HAauYaeT, YTO B OMPENEIECHHBIX THIAX
KJIETOK pa3bIrPbIBAIOTCS OCHOBHBIE IMATOJIOTUYECKHUE IMPOLECCHI, XapaKTEepHbIE MJsi KOHKPETHOU



Ho30JI0TH4YecKoi (opMbl. Toukoil MpUIIOKEHUS! ABISIOTCS OTAENIbHbIE CTPYKTYPbI KJIETKU, pa3any-
HBIE [IPU Pa3HbIX 00JIE3HAX (JIM30COMBI, IEPOKCUCOMBI, MEMOPAHBI).

Hanpumep, B KkieTkax Nme4eHH, MOYEK, MBILII] U Jp. HAKAIJIMBAIOTCS MOJUMEPHI TJIMKOTeHa,
KOTOpBIE HE MOJBEPraroTCs AETpajaluy Jaxe TOTAa, KOTJa OpraHu3My HEOOXOJMMa TIIOKO03a B
kpoBu. [Ipu rimkorenose | Tuna HaciaeacTBeHHBIN nedekT GpepMeHTa TiIroK030-6- ¢ocdarassl mpu-
BOJIUT K HAKOIUICHHUIO TJIMKOTeHA B TICUCHH U TIOYKaX, IITF0K03a B KPOBb HE MOCTYTIALT.

IIposiB/1eHHs1 OPTaHHOIO YPOBHSI NATOreHe3a FeHHbIX 00JIe3Hel
IIpu pa3nu4HbIX O0JIE3HAX MUIIEHBIO ATOJIOIMYECKOI0 MPOLIEcca CIIyKaT Pa3HbIe OPraHbl.
[Ipu ankanTOHYpUM OTJIOKEHUS TOMOTEHTU3MHOBOM KHMCIIOTHI B XPSIILAX CYCTaBHBIX ITOBEPX-
HOCTEH M KJlarnaHax cepjla SBJSIOTCS BTOPUUHBIM IIPOLECCOM, O0YCIOBIEHHBIM BBICOKON KOHIIEH-
Tpaluel TOMOr€HTU3MHOBOW KUCJIOTHl B KPOBU. DTO MENJIEHHO BeaeT (mpumepHo k 40 romam) k
MIOPOKaM Cep/lla U CHUKEHHUIO MTOJIBUKHOCTH CYCTaBOB.

IIposiB/ieHUs1 MATOreHe3a reHHbIX 00J1e3Hell HA YPOBHE OpPraHu3Ma
B opranusme B 11€JI0M B3aMMOCBSI3b IMATOT€HETUYECKUX MIPOLIECCOB MPOSIBISETCS COYETAHHO
Ha MOJIEKYJISIPHOM, KJIIETOYHOM M OPraHHOM YPOBHSX. TSKeCTb M CKOPOCTh Pa3BUTHUS OOJIE3HU MPH
IIPOYMX PaBHBIX YCIIOBUSX (10J1 peOeHKa, OJMHAKOBBIM XapakTep MyTallMH) 3aBUCAT OT I€HOTHUIIA
opranusma (reHbl MOJIU(DUKATOPBI) U YCIOBUI CPEIbL.

I'eneTnueckas kjaaccu(pukanus HACTAeICTBEHHBIX 0oJie3Heit (no E./[.I'onvobepe, 2009)

— TeHHbIe 00JIE3HU

— XPOMOCOMHBIE 00JIE3HU

— MyJbTH(aKTOpUaTbHBIE 3200JIeBaHUS

— reHeTUYeCcKre OO0JIE3HH COMAaTHYECKUX KIIETOK

— 00JIe3HU C HETPAIUIIMOHHBIM THIIOM HAaClIeOBAHUS

I'ennble 00J1e3HNM — BBI3BaHHBIE TEHHOM (MM TOYEYHOM) MyTaruel. B rpynmy reHHsix 6o-
Je3He BXOAAT ayTOCOMHBIE OOJI€3HM (JOMHUHAHTHBIE U PELIECCHBHBIC) M CIIEIUICHHBIE C IOJIOM
(IOMUHaHTHBIE U PELIECCUBHBIE).

Hanpumep, ayToCOMHO-PELIECCUBHO HacleAyeMblii MyKOBHCLUI03 — 3a00JIeBaHue, Xapak-
Tepusytomieecs o0Opa3oBaHUEM B KeJie3aX I'yCTOTO CEKpeTa, KOTOPBIM 3aKyNOpHBaeT KeJe3UCThIe
MIPOTOKH, B pe3ynbTare (GOPMHUPYIOTCS KUCTHI. BBIIEISIOT JErOvYHyI0 M KUIIEUYHYI (HOopMy MYyKO-
BHUCLIAI03A.

XpomocoMHBbIe 001€3HH — BbI3BaHHBIE XPOMOCOMHBIMU U HEKOTOPHIMU T€HOMHBIMU MYTa-
nusaMu (y denoBeka oOHapy EeHbl TOJIBKO TETPAIUIOUANS, TPUILIONAMS, aHEYTIIONIUS; U3 BCEX Ba-
PUAHTOB AHEYIJIOMAMM BCTPEYAIOTCS TOJNBKO TPUCOMHUU MO ayTOCOMaMm, MOJMCOMUH IO MOJIOBBIM
XpoMocoMaM (TpH-, TETpa- U MEHTACOMHUH ), & U3 MOHOCOMHIA BCTPEYAETCSI TOJIBKO MOHOCOMHUS X)

MysabTH(akTopHaIbHbie 3a00jieBanusi (C HACIEJACTBCHHBIM MPEAPACIIONOKCHUEM) —
BKJIIOYAIOT T€HETUYECKUN U CPeIoBOM KOMITOHEHT. J[Jil MeHEeTpaHTHOCTU MYTAHTHBIX T€HOB HEOO-
XOAMMO JIeHiCTBHE COOTBETCTBYIOUINX (PaKTOPOB OKpY»Karoleil cpenbl. I'eHeTnyeckass KOMIOHEHTa
HACJIEICTBEHHOW MPEIPACIIONOKEHHOCTH K 00JIE3HU MOXKET UMETh MOHOT€HHYIO WJIM MOJUT€HHYIO
OCHOBY.

MoHorennble MyJbTH(aKTOPUAIbHBIE 3200JIeBAHUS — JIECTEPMUHHUPYIOTCS OAHUM MY-
TAHTHBIM T€HOM M BO3HHMKAIOT MpPHU JIEHCTBUM KOHKPETHOTO (YacTo cHeru@uyeckoro) u oos3areib-
HOro (hakTopa BHENIHEW cpefbl (3arpsi3HeHHe cpeibl PU3NYECKMMH U XUMHYECKMMH (aKTopami,
MUIIEBBIE BEIeCTBa, J00aBku, JIC).

[Ipumepom MynbTH(HAKTOPUATFHOTO MOHOTE€HHOTO 3a0oJjieBaHUs SBIAETCA NeUIUT TIIIO-
K030-6-pocdarneruaporenassl. Hampumep, auii ¢ MyTamus MM B JIOKyce€  TJIHOK030-6-
docharnerunnporeHasbl TeMOIU3 SPUTPOLIMTOB HAOIIOAAETCS MPU JICYEHUU CYJIb(paHIaMUTHBIMU
npernapaTamMmu



IHonurennsie MyJbTH(PAKTOPHAJIBbHBIC 32001€BAHUA — JACTEPMUHHUPYIOTCSI MHOTHUMHU Te-
HaMu (pCSyHBTaTOM B33,HMOI[€ﬁCTBI/ISI HOPMAJIbHBIX WJIHW HU3MCHCHHBLIX — MYTHUPOBABIIMWX I'CHOB,
KKl U3 KOTOPBIX IO OTJIEIHHOCTU HE MPUBOAUT K Pa3BUTHUIO 3a00JIeBaHUs).

K monureHHsiM 3a00JIeBaHUSM 3TON T'PYIIBI OTHOCSTCS CaXapHBIA AUA0ET, aTepPOCKIEPO3,
rUIepToOHnYecKas 00J1e3Hb, OpOHXUANIbHASA acTMA U JIp.

MynesTudbakTopuansHoe CPiAOBb:e
HacnepgoBaHue hakTopb
Cny4aiHble
thakTopb!
MagHble rexHs!
CoBOKYMHOCTb
reHeTUHeCKUX
aKTopoB
cp P Monurersbl
("reHeTU4ecKUI ¢hoH")

Puc.1 — B3aumopeiicTBrue HacaeICTBEHHBIX U BHEIIHECPEAOBBIX (PAKTOPOB PU MOJIUTEHHBIX
00JIe3HSIX C HACIIEICTBEHHBIM IIPEPACTIONOKEHUEM

«I'eHeTnuyeckuii POH» — COBOKYITHOCTb BCEX JIPYI'HX T'€HOB, KOTOpask MOXKET U3MEHATh JKC-
IMPECCUIO I''TaBHBIX I'CHOB.

CpenoBble (CHCTEMAaTHYECKH ICHCTBYIONME) (aKTOpbl U CJaydaiiHble (CTOXaCTHYECKHUE)
Y4acTBYIOT B MOAU(HUKAIIUN BCEX TEHOB MOJIUTCHHON CUCTEMBI.

OrneHka BKJa/a HacJEJICTBEHHOIO M CPeoBOro (hakTopoB B pa3BUTHE Oose3HEW C Hacien-
CTBEHHBIM IPEAPACIIOIOKEHHEM IPOU3BOAUTHCS C MOMOIIBIO KO3 ¢uIHeHTa HACTAelyeMOCTH
Xoabuunrepa (H), KoTopslii 103BOJIIET OLIEHUTH BKJIAJ T€HOTUIINYECKUX (PAaKTOPOB B JA€TEpPMHUHA-
LU0 PA3INYUN MEXKTY OOJIbHBIMU U 3JI0POBBIMH.

H = (Km3—K13)/(100-K13))*x100%

H — xoaddunuenrta nacnegyemoctu
KM3 — k03 pu1neHT KOHKOPAAHTHOCTH Y MOHO3UT'OTHBIX OJIM3HELI0B
K3 — ko3¢ punreHT KOHKOpJaHTHOCTH Y JU3UTOTHBIX OJU3HEL0B

Koapduuuent konkopaanTHoctu (cxoacrsa) K — Bcrpewaemoctu (B %) n3ydyaeMoro npu-
3HaKa OJTHOBPEMEHHO y 000MX OJIU3HEIIOB.

dopmyna 715 pacuera J0Ji cpebl B popMUpoBaHUE N3ydaeMOro Mpu3HaKka MpUBEIeHA HH-
xKe.

E=100-H

E (ot anrm. environment) — okpyskarorias cpeaa

I'eneTtnyeckue 00J1e3HM COMATHYECKUX KJIETOK — K 3TOW rpymme Oojie3Hel OTHOCATCS
37I0Ka4€CTBEHHbIE HOBOOOPa30BaHUs, HEKOTOPBIE ayTOANIEPTUYECKUe 3a00JIeBaHUS U BPOXKICHHBIC
MTOPOKU Pa3BUTHSL.



BoJjie3Hu ¢ HeTpaAMUMOHHBIM THIIOM HaCJeJOBAHUS — OOYCIOBJICHHbIE TAKUMU (heHOME-
HAaMH, KaK MUTOXOHApPHAJIbHAS HACIIEICTBEHHOCTb, N'€HOMHBI HMIPUHTUHI, OJHOPOIUTEIbCKAs
JUCOMMUS, SKCITAHCHSI TPUHYKIICOTHIHBIX [IOBTOPOB.

MuUTOXOHAPHUAJIBHAS HACJEACTBEHHOCTh — HACJICIOBAHUS NATOJIOTUIA YEPE3 MUTOXOHAPU-
ansuyto JTHK.

I'eHOMHBIIi HMIOPUHTHHT — SIUTCHETUYECKUH MPOLIECC, KOTOPBIA AuddepeHInaIbrHO Map-
KHpPYET MaTEpUHCKUE U OTLIOBCKME TOMOJIOTMYHBIE XPOMOCOMBI, HApYIIasl SKCIPECCUIO OTIEIbHBIX
I€HOB OJTHOTO U3 POAMTEIEH.

OnHopoauTebCKas AUCOMHMS — YHUCIO XPOMOCOM IO BCEM IapaM HOPMAaJIbHOE, OJIHAKO

OJHa I1apa IMpeaAcCTaBJICHa XpOMOCOMaMHU OT OJHOI'O U TOI'O K€ pOAUTCIIA.

HauGonee gacTeiii MEXaHM3M BO3HMKHOBCHHS OJIHOpO[[HTeHLCKOfI JAUCOMUH y YCJIOBCKA — PCAYKIUA TPHUCO-
MHUH: B TPOLECCC raMCTOIrCHE3a 3a CUHET HCPACXOKIACHUA XPOMOCOM BO3HUKACT AUCOMUS B IraMCTEC IO OHpeﬂeHeHHOﬁ
XpOMOCOME, YTO MPHU OIUIOAOTBOPCHUU MPUBOAUT K TPUCOMUHU. IIo HescHBIM MOKa IpuyrHaM TPEThsl XpoOMOCOMa MO-
KET SJIMMUHUPOBATHCA HAa paHHUX CTaAUAX HpO6J’IeHI/IH, a y 3apoJibilia OCTaHYTCsA ABC XPOMOCOMBI OJHOTO POAUTEIIA.
YacToTa BO3HMKHOBEHUS OﬂHOpo,HHTeHLCKOﬁ JAUCOMUN MATCPUHCKOI'O0 IMPOUCXOXKIACHUSA B 3 paza yame OTIIOBCKOM.
Ecau 6b1 JABC KOIIMHU I'€HOB, NOJY4Ya€MbIX MTOTOMKaMH1 OT MaTc¢pu Wi OT OTLA, (I)yHKI_[I/IOHI/IpOBaJ'II/I B KJICTKaxX OAWMHAKO-
BO, TO HUKAKHUX CEPbE3HBIX HOCJ'Ie,I[CTBHfI B OpraHU3MC 3TU HapyILICHUA HC BbI3bIBAINA ObI.

JKCNAHCUSI TPUHYKJIEOTHIHBIX MOBTOPOB — I1aTOJIOTMYECKOE YBEIMYEHUE YHUCIIa KOMHUM
BHYTPUI€HHBIX TaHJIEMHbIX (IIOBTOPSIOMIMXCS) HOCIEJOBATEIBHOCTEH, COCTOSIUX U3 3-X HYKIIEO-
TUAOB OTpaKaromuecs Ha (QyHKIMOHUPOBAHUU TeHa. BakHOI 0COOEHHOCTBIO SIBISIETCS BO3pacTa-
HUE TsDKECTH 3a00JIeBaHUs B MOCIEIYIOIIUX MOKOJICHUAX, YTO CBA3aHO C TEHJEHIMEH K Bo3pacTa-
HUIO YHCJIa IOBTOPOB y TOTOMKOB.

XPOMOCOMHBIE BOJIE3HA

Cunapom Knaiindeabrepa (47,XXY; 48, XXYY; 48 XXXY; 49, XXXXY). Yacrora BCcTpe-
gaemocTHd - 1:1000 mManbunkoB. Yucino X-XpoMOCOM KOpPPEIUPYET CO CTENEHbI0 YMCTBEHHOW OT-
cranocty. [lpossnenus cunopoma: BBICOKMHA POCT C HENPOMOPLUOHAIBHO JUIMHHBIMUA KOHEYHOCTSI-
MU, B JIETCTBE — XPYIKOE TEJIOCI0KEHHUE, Y B3POCIBIX — O0KHPEHUE, THITOTEHUTAIN3M (THITOILIA-
3Ms SUYEK U MOJOBOTO WIEHA), HEJOPa3BUTHE BTOPUUYHBIX MOJIOBBIX NMPH3HAKOB, MHOT'IA OBOJIOCE-
HUE 10 )KeHCKOMY Tuty, B 50% ciy4aeB — ruHekoMactus. [Ipy THCTOIOTHYECKOM MCCIIeIOBAaHUN
— THaNuHO3 U (uOpPO3 CEMEHHBIX KaHAJbIIEB, acliepMuUsl. XapaKTepHbl CHH)KEHHE MTOJIOBOTO Blleye-
HUS, UMIIOTEHLUS, OECII0Ine, OTMEYAETCs CKIIOHHOCTh K aJIKOTOJIM3MY, TOMOCEKCyallu3My, acollu-
aJIbHOMY TTOBE/ICHUIO.

Cunapom IllepemeBckoro-Tepuepa (45,X0). Hacrota Bctpeuaemoctu - 1:3000 HOBOpOX-
NeHHBIX. [Ipossnenus cunopoma: OTEK KUCTEH U CTOI MPHU POXKIECHUH, KOXKHAs CKJaJKa Ha Iee,
Hu3kui poct (10 140 cM), BpoKIeHHbBIE TIOPOKU CEPALIA, aMEHOpes, OeCIIo e, HHOTAa CHUKEHUE
YMCTBEHHOI'O pa3BUTHs. B OCHOBHOM COIIMAIbHO aJJalTUPOBAHBI, MOTYT HOJIYYHUTh CIELHUAIBHOCTh
1 paboTaTh.

Cunapom Ilaray (tpucomus no 13 xpomocome, 47,XX,+13 unu 47,XY,+13). [lomynsimuon-
Hasg vactota - 1:7800 HOBOpOXIEHHBIX. Xapaxmepu3yemcs Mukponedanue, MmoIugaKTUIneH,
pacuienuHoi ry0osl 1 HEGA, HU3KO MOCaKEHHBIMHU YITHBIMU PAKOBUHAMH, MUKPO(TaIbMHUEH, BPOXK-
JICHHBIMU TIOPOKaMU cepAla, JePeKTOM MEXKKEITyA0UKOBON MEepPeropoiki, aHoMalIuen Moyex, Imo-
pPOKaMHU pa3BUTUSL OpPraHoB NuIeBapeHus. HabmogaroTcs KpUNTOPXHU3M, TUIOIMIA3Us HaPY KHBIX
MOJIOBBIX OPTaHOB, yIBOCHHE MATKH U BIIAraJIUINa, IBYPOTOCTh MAaTKH, THITOCTIAIHS.

Cunapom InBapaca (Tpucomus 1o 18 xpomocome) - IposIBIEHUS MMOX0XH Ha cuHapoM la-
tay. [lomynsimonHast yacrora - 1:6500.

Cunapom Jlayna (tpucomus o 21 xpomocome). [Tonynsannonnas yactora - 1:600-700.

IIpossnenuss cunopoma — TUIOCKOE JIMIIO, MOHTOJIOMAHBIA pa3pe3 IJa3, SMUKaHT (KOXKHas
CKJIaJIKa y BHYTPEHHEro yria rias3a), OTKpPBITBI pOT, KOPOTKHI HOC, IUIOCKas MEpeHOoCHulla, cTpa-
O6u3M (Kocornasue), MUTMEHTHbIE TSATHA 10 Kparo paxykku (msatHa bpyuipunbaa), miockuil 3aThl-
JIOK, TUCIJIACTUYECKHE YIIH, apkooOpa3Hoe TBepoe HEOO, 3yOHbIe aHOMAINH, OOPO3/14YaThIi SA3BIK,
THITEPIIOIBIKHOCTh CYCTaBOB, MBIIICYHAs] TUTIOTOHUS, BPOXKIEHHBIE TIOPOKH CEP/Ila, TONepevHast



JAJIOHHAs CKJIaJKa, YMCTBEHHAs OTCTAJIOCTh, MHOTNIA codeTaeTcs ¢ anuiencuer (40%), nerko3om
(8%).

METO/Ibl JMATHOCTHUKH U U3YUEHUSA HACJEACTBEHHBIX ITATOJIOT I

KianHuKo- reHeajiornyeckuii METOl — METO]l POJAOCIOBHBIX, T.€. IPOCICIKUBAHUE OOJIE3HU
(WM IpU3HAKa) B CEMbE UITH POJY C YKa3aHHEM THUIIA POJIOCIIOBHBIX CBA3EH MEX]y Y4JIeHAMH POIO-
ci10BHOM. COCTOUT U3 IBYX ATAIOB: COCTABJIEHUS POAOCIOBHON M M'€HEAIIOrMUECKOI0 aHaIn3a.

Bban3HenoBblil MeTOJ — IPUMEHEHUE JBYX BapUaHTa CPAaBHEHHUS: CPAaBHEHUE KOHKOpIAHT-
HOCTH (CoBHaieHUsl (PEHOTUIIOB) MOHO- M JIU3UIOTHBIX OJM3HELIOB; CPABHEHUE KOHKOPJIAHTHOCTU
BMECTE U MIOPO3Hb BBIPOCIINX MOHO3UTOTHBIX OJIM3HEIOB.

Tabn. 1 — KonkopaantHOCTh (%) OIM3HEOBBIX Map JJs pa3HbIX rpyii Oonesnei (no E. /[
Tonvobepe, 2009)

KonkopaanTHOCTDH 0JIM3HEIOB
Tun 3a60J1eBanus
MOHO3UIOTHbIE reTepo3uroTHhIe
bone3nu ¢ HacaeacTBEeHHOM mpeapacio-
a PeAp 40-60 4-18
II0’KEHHOCTBIO
AyTOCOMHO-/IOMHHAHTHBIE 00JIE3HU 100 50
AyTOCOMHO-PEIICCCUBHBIE 00JIC3HH 100 25
Ionmy/IIHOHHO-CTATUCTHYECKHE METOAbl — CPAaBHUTENbHBIE HCCIECIOBAHUS Pa3TUYHBIX

rpynn HaceaeHus (MOMyJIsUil, STHOCOB) B OTHOILIEHUU MOHOT€HHBIX 00JIe3HeN

[103BONAIOT BBISIBUTH U OLICHUTh HauOoJiee BakKHbIE (PAKTOPHI MOIMYJISIHMOHHON JUHAMUKU
(oTbop, Apeiid reHoB, MHOPUAWHT, JaBICHHE MYTALWi), ONPEACISIONINE TEPPUTOPHATIBHYIO TeTe-
POT€HHOCTb B PACIPOCTPAHEHHOCTH HACJIEICTBEHHBIX OOJIE3HEH.

Hanpumep, nokasaHo, yTo HaKOIUIEHHE HEKOTOPBIX PELECCUBHBIX OoJie3HEH cpenu (pUHHO-
A3BIYHOTO HaceneHus OUHISHIUM 00YyCIOBICHO AIUTENbHON M30MALuuell cyonomymsnuii u apei-
¢om reroB. Hakomnnenue penkux NaTolorMuyeckux MyTallMil Cpeu eBpeeB alllKeHa3u 0ObICHIETCs
s dexToM «pofoHadanbHUKa» U apeidom renos. s nonymsuuid CpenHeid A3um, a Takxke HEKO-
TOpPBIX apaOCKUX MOMYJSAIUI MOKa3aHO, YTO IJIABHBIM (PAaKTOPOM, JETEPMHUHHUPYIOIIMM TIpy3 H
CTPYKTYpPY HAacCJIE€JCTBEHHBIX 0OJe3HEeH, HAKOIUIEHHE ayTOCOMHOPELIECCUBHON MAaTONOTHH, SIBIISIOT-
csl HeclTyyaliHble pOJCTBEHHbIE Opaku (aCCOPTATUBHOCTH OPAKOB).

buoxumuyeckune METOAbI — HAIIpaBJICHBI Ha BBISABJICHUEC OMOXMMHYECKOTO q)eHOTI/IHa opra-
HU3Ma — OT NEPBHUYHOIO MHPOAYKTa I'CHa (HOHHHCHTHHHOﬁ I_ICHI/I) J0 KOHCYHBIX MeTa0OJIUTOB B
MOYC HJIH ITIOTE.

IluToreneTnyeckue MeTOAbl — OHHU TPETHA3HAYCHBI JUTSI U3YUYCHHS CTPYKTYPBI XPOMOCOM-
HOTO Ha0Opa WM OTJIETHHBIX XPOMOCOM B KIIETKE.

Yarme ucciieJoBaHMsI BBIOTHIIOTCS Ha COMAaTHYECKUX KIIETKAaX: HauOosee yA0OHBIH 00BEKT
— KyJbTypa JTUMQOLIUTOB MepuPEepUIecKoil KPOBH, HO TAKKE M KYJIbTypa KJIETOK M3 KYCOYKOB
Kok ((huOpoOaacTsl), KOCTHOTO MO3ra, IMOPUOHAIBHBIX TKAHEH, XOpPHOHA, KJIETOK aMHHOTHYE-
CKOM JKMJKOCTH.

CrienrabHBIM 00Pa30M ITOJIYYCHHBIC MPENapaThl U3 KYJbTYPhI KIIETOK 3aTEM OKPAITHBAIOTCS.
Bce MeTonbl oKkpacku mpernapaToB MOKHO pas/IeUTh Ha TPU TPYHIbL IPOCThIe, Au(depeHInatb-
Hble, QurroopectieHTHbIE. [IpocTas okpacka (MeTox OKpacku 1o ['mM3e) UCToNb3yeTCsl ISl OPUEHTH-
POBOYHOTO OTPE/IEIICHUs YHCIOBBIX aHOMANH KapuoTumna. CTpYKTYpHBIE XPOMOCOMHBIE aHOMAJTHH
(menenwu, TPAHCIIOKAIWY, HHBEPCHUH ), BBISBIICHHBIC TIPU MPOCTON OKpacKe, JOJKHBI OBITh UICHTH-
¢dunupoBanbl ¢ momomslo nuddepeHranbHoi okpacku. [1og 3TUM METOAOM MOHUMAKOT CIOCO0-
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HOCTh XPOMOCOM K M30MpaTebHOMY OKpAIIWBAaHUIO 110 JUTMHE ¢ (HUKCAlUed B BHIE YEPEIOBAHUS
9y- ¥ TeTEPOXPOMATHUECKUX PAHOHOB (TEMHBIE M CBETIIBIC MTOJIOCHI).

Meron dmroopeciienTHO# rudbpunu3anuu in situ (FISH). On ocHOBaH Ha MCIOIB30BAaHUU OJ1-
HOHHTEBOTO crienuduueckoro ydactka JJHK («3oHma»), cnenuaibHbBIM 00pa3oM «IIOMEUEHHOTOY H
CIIOCOOHOTO, MOCTIE MPUCOSAMHEHUS K YYacTKy aHAIM3UPYEMOW XPOMOCOMBI, IPUCOCIMHUTE (DTro-
OpECIICHTHBIE KpacuTenu (KpacHbIH, 3elleHbl U aApyrue npera). C MOMOIIbI0 JTIOMUHECIICHTHOTO
MHUKPOCKOIIa OKPAIICHHBIE XPOMOCOMBI BU3yaJIH3UPYIOTCS Ha (DOHE HEOKPAIICHHBIX. MeToT T03BO-
JSeT pacm@poBaTh CIOKHBIE XPOMOCOMHBIE ITEPECTPONKH, a TAKIKE JIOKATTU30BaTh TCH.

MosekyasipHO-TeHeTHYeCKHe MeTOoAbl — OoJbIIas W pa3HOOOpaszHas TPyIa METOJIOB,
IpeJHa3HAuYCHHbIX Ul BBISIBICHUS BapualMil B cTpyKType ucciexyemoro ydactka JHK (amnens,
I€Ha, PETHOHA XPOMOCOMBI) BIUIOTH JI0 PACHIM(POBKH MEPBUYHON IMOCIEIOBATEIHLHOCTH HYKIIEO-
TUJHBIX OCHOBaHHM.

Bce pa3nooOpasue moaxomoB Ui WACHTH(HUKAIMA TEHOB WM ONPEAETICHHBIX (parMeHTOB
JIHK u ux Bapuanuii oCHOBBIBAaeTCs Ha JIByX OCHOBHBIX METOJUYECKHX pa3pabOTKax — TEXHOJIO-
run OnoT-rubpuansammu (ot aHri. blot — mpomokath) U aMIUIMHUKALIMY OTICIBHBIX YYaCTKOB
JHK.

B ocHOBY MeTOqMKM aMIUIM(UKALMK MTOJI0KEHA roauMepasHas uenHas peakuus (I1LP), xo-
TOpasi MO3BOJISIET B TEUCHHE HECKOJIbKUX YacOB BBIJICJIUTh U PA3MHOXHTh ONpPE/IEICHHbINH (hparMeHT
JIHK B xomuuecTBe, NpeBbImaromeM uexoxnoe B 10° pas, uto ympomaer paboTy ¢ MUHMMAIbHBIMU
konumyectBamu JIHK-06pa3ios.

buojaornyeckoe MOAC/IUPOBAHUE

I[JI?I HU3Y4YCHUA MHOT'MX MOHOI'CHHBIX 0oJie3Hel UyeaoBeKa HCIIOJIB3YIOTCA JKUBOTHBIC, HCCYIIIHC
MyTalluu B TOMOJIOTUYHBIX I'CHAX. Takue >XUBOTHBIEC SIBISIOTCS MOACTIAMUA OJId MCCICAOBAaHHA MO-
JICKYJISIPHBIX OCHOB ITaTOICHE3a U OTpa6OTKI/I OINITUMAJIbHBIX BAPUAHTOB JICUCHUS.

Z[J'ISI aHaJIn3a S5KCIIPECCUN MYTAHTHBIX I'CHOB in vivo u OICHKHU OMOJIOTUYECKUX CBOMCTB nep-
BHUYHOI'O F'€HHOI'0 MPOAYKTA HMCIIOJIB3YIOT TPAHCTCHHBIX KMBOTHBIX. H3menenuro noaBEpracTcs re-
HETUYECKHUI MaTepurall OHJ'IOI[OTBOpCHHOfI HP’IHCKHGTKC HJIN paHHUX 3apO,Z[BIIJ_IeI\/'I MIJICKOIIUTAOIINX.

MOI[GJ'IBHBIG TCHECTUYCCKUEC JIMHHUHN )KXUBOTHBIX C HaCHCI[CTBeHHOﬁ 00JIC3HEIO MMOJIy4aroT MyTEM
BBCACHUA CaﬁTCHCHH(l)I/I‘leCKI/IX MOI[I/I(I)I/IKaI_II/II\/’I B 'CHOM MIJICKOIIUTAIOMINX, UK BBIPE3aHHUIO OIIPC-
ACJICHHOI'0 I'rCHa, HICHTUYHOI'O I'CHY YCJIOBCKA. Takue MBIIIH, Y KOTOPBIX OKCIICPUMCHTAJIBHO «BbI-
pe3an» OHpe)leJ'IeHHBII\/'I I'CH U3 TCHOMA, HA3bIBAOTCSA HOKAYTHBIMU (OT anr1. knock OUt).

MartemaTuyeckoe MOAeTUPOBAHUE TTPUMEHSIOT B TeX CIIy4asx, Koraa c(hopMyIUpOBaHHbBIE
3aJla4yd HE MOTYT OBbITh PELIEHBI TOJIBKO MyTEM aHaJIN3a HKCIEPUMEHTAIBLHOTO MaTepHuaia WM UX
peleHre MaTeMaTHIeCKH OKa3bIBaeTcst 0ojiee OBICTPHIM U TOYHBIM, YEM 3KCIIEPUMEHTANIBHO.

B o6nactu reHeTMKH MOMyJSIIUM MaTeMaTH4eCKOe MOJIEIMPOBAHUE MO3BOJISET, HANPUMED,
OLICHUTH yAETbHBIA BEC MHOTOUHCIEHHBIX ()aKTOPOB MOMYJISIIIMOHHON TMHAMUKHU (0TOOp, MyTalluH,
npeiid TeHOB, MHOPUAWHT, MUTpPAIMH) B (OPMUPOBAHUU «TPy3a» HACICIACTBEHHOW IaTOJOTHH.
M3ydeHune TakuX CIO0XKHBIX MPOLIECCOB, KaK B3aUMOJICHCTBHE HACIIEACTBEHHBIX (DaKTOPOB U (haKToO-
POB Cpellbl B pa3BUTHM MpPHU3HAKA, B3aUMOJIEHCTBUE I€HOB («TE€HHBIE CETH») IMpHU (HOPMHUPOBAHUU
(U3MOIOTUYECKUX CBOMCTB OpraHu3Ma, CTAHOBUTCS MPEJAMETOM HCCIIENOBAaHUs OMOMH(POPMATUKU
(KOMIIBIOTEPHOIN T€HOMUKH ).

IHATOJIOI'US BHYTPUYTPOBHOI'O PA3BUTHUA

Kaaccudukanus npuyuH NopokoB pa3sBuTHs yesioBeka (Jlaswok [ 1.):
JHO0reHHbIC IPHYMHBI (BHYTPeHHHE (DAKTOPBI):
1) u3mMeHeHus HacIeACTBEHHBIX CTPYKTYp (MyTaIum):
— reHOMHbIE (TTOJIUIUION TN, TPUCOMUU, MOHOCOMHUH, YACTUYHBIE UJIH MOJIHBIE);
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— XPOMOCOMHBIE (IYIUIMKAallMM, TPAHCIOKAllMM, WHBEPCHM, JENeIMH, KOJIbLEBUIHbIE
XpOMOCOMBI);
— FeHHBbIE
2) «repe3peBaHue) MOJIOBBIX KIIETOK;
3) SHIOKpUHHBIC 3a00JICBAHNS;
4) Bo3pact poauTenei (CIMIIKOM FOHBIN UIIN CTapblil).
JK30reHHbIe NPUYNHBI ((PAKTOPHI BHELIHEH cpeabl):
1) dusnveckue GpakTopsl: paaralliOHHbBIC, MEXaHUYECKHE;
2) xuMu4eckue (akTophbl: JEKAPCTBEHHBIE BEIIECTBA, XUMUUYECKUE BELIECTBA, IPUMEHSIEMBIE B
OBITY ¥ IPOMBILIENICHHOCTH, YHIOKPUHHBIE 3a00JI€BaHMS, TUIIOKCHSI, HETIOJHOIICHHOE TUTAHNUE;
3) O6uonoruyeckre (GakTOpbl: BUPYCHl (BUPYC KPACHYXH, TOKCOIUIA3MBbl, LIUTOMETaJOBUPYCHI U
Ip.), IpOCTEUIIHE.

IIaTorenes Bpo:KIeHHbIX IOPOKOB Pa3BUTHS

Bce Bupl noBpexJaromuX BO3A€HCTBUIN 10 TEPBUYHOMY MEXaHU3MY MOYKHO pa3/ieiuTh Ha JBE
IpYIIIBL:

1) reHeTHyecKrE NOBPEXKICHMUS,;

2) SIUTC€HOMHBIE BO3/AECUCTBUS U€pe3 HET€HETUUYECKUE MOJIEKYJISIPHBIE CTPYKTYpPhl KIETOK, T.€.
BCE THUIbl HapyLICHUH TUHAMHUKM OOMEHA WJIM MOJIEKYJSPHBIX CTPYKTYp Ha MOCTT€HETHYECKOM
YpOBHE.

Bce Buabl NEepBUYHBIX TE€HETMUYECKMX U OSIUICHOMHBIX HapylIEHWH IpU TepaToreHese
pealin3yroTcs Ha OJTHOM U3 IIECTH CTAANM pa3BUTUS 3a4aTKa:

1) Hapy1IeHHe )KU3HECTIOCOOHOCTH KIIETOK,

2) HapylIeHHE JeTepMUHALUHY,

3) HapylIeHHe KIeTOYHO! nposudepanu,

4) napymenne auddepeHunpoBKH,

5) HapylIeHHe OpraHu3alyi U MEKKIETOUHBIX B3aUMOAECHCTBUH,
6) HapylIeHHE MUTPALIUU KJIETOK U KJIETOYHBIX IJIACTOB.

IIpennonaraercsd, 4YTO TNEPBUYHBIA MOJIEKYJSIPHBIM MEXaHW3M JIEHCTBUS TEpaToreHa
MOJHOCTBIO MPEJOINpENeNseT KIETOYHYK CTAaJuI0, Ha KOTOPOM MpPOU30MIET peannu3anus
MTOBPEXKICHMUSL.

[lepBBIM «3IIEIOHOM» KPUTHUECKUX (PAKTOPOB TEPATOreHE3a SIBISIFOTCS HEKOTOPbIE (PEPMEHTHI
3apojiblielt (rumoTes3a CeeKTUBHONW MOJIEKYJIIpHOW MuileHH). JlokazaHo, 4TO MHOrMe Haubosee
CWJIBHBIE TEPAaTOT€Hbl OTHOCATCS K THUIHWYHBIM CEJEKTUBHBIM aHTUAH3uMaM. [lepBuuHoe
BBIKJIIOUEHHE HH3UMAa-MUILEHH MPUBOAMUT K PA3IMYHBIM MOCIEACTBUS B 3aBUCUMOCTU OT (PYHKIIMH
KaTaJln3aropa.

KPUTHNYECKHE IIEPUO/IbI PA3ZBUTHUA (KIIP) — 510 mnepuoasl MOBBILIEHHON
YyBCTBUTEIBHOCTH 3apOJbIIEH K JEHCTBUIO 3HI0- M 3K30TCHHBIX IMOBPEXIAIOIINUX (aKTOPOB.
Kputnueckrne meproapl COBMAIAIOT C TEPHOJAaMH HanOOJee WHTEHCHBHOTO (OPMHPOBAHUS
OpPraHOB U CBS3aHBI B OCHOBHOM C MEPUOJUYHOCTBIO MPOSBICHUS MOP(HOIOTHUECKON aKTHBHOCTHU
saaep.

CKpPHHMHT BPOK/IEHHbIX NOPOKOB Pa3BUTHS

Jlnisi TpeHaTambHOTO CKPHUHHMHTA BPOJKACHHBIX TIOPOKOB PAa3BHTHS MPOBOIAT OIpEesICHHE
OMOXMMHYECKUX MapKepoB B MAaTEpUHCKOW CBIBOPOTKE KpPOBH B XOJe 2-TO TpHUMECTpa
0epeMeHHOCTH, JUTS BBISIBIICHUS HATHUYUS Y TUI0JIA CIECTYFOIINX HAPYIICHHHA:

— e eKThI FKTOZIepMBI 101 (IeeKTH HepBHOU TPYOKH, 1e(heKThl OPIOLIHOM CTEHKH);

— XpOMOCOMHBIE abeppalu Iioa, HanboIee BaXHBIMH M3 KOTOPBIX SBISIOTCS TpucoMus 21
napsl XxpomocoM (cunapom JlayHa) u Tpucomust 18 mapel XpoMocoM (CuHApOM DBapca);

— aKyIIepPCKUE OCIIOKHEHHS B X0/€ 3-TO TpUMECTpa.

Omnpenenenue ypoBHs a-herornporenHa B MarepuHckoil ceiBopoTke (MC A®DII) ncnonb3yor B
KadyecTBe CKPUHUHTOBOTO TecTa Ha nedext HepHou TpyOku (JIHT) mexmy 16-oit u 19-oii Henenei
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oepemennoctu ¢ 1997 roma. Onpenenernne MC A®II, ucnons3yemoe B OTACIBHOCTH, TTO3BOJISIET
BEIIBUTE Oosiee 70% cnyuaeB JIHT, a B kKoMOMHAIUY ¢ YIbPa3BYKOBBIM OOCIICJOBAHHEM — OKOJIO
90%.
IIpuunnbl noeimenust yposass MC AIID:
— nedeKThl HEPBHOM TPYyOKH
— IIO3JHUE POJBI
— BHYTPUMAaTOYHBIE KPOBOTEUYECHHUS
— IUIALICHTOIIATHS
— YIPOXKArOIIMHA BBIKHIBIII
— IIepUHaTaJIbHAs CMEPTH
— MHOTOILIO/IHasi 0€PEMEHHOCTh
— TUOENb OTHOTO U3 YMOPUOHOB MTPU MHOTOIUIOAHON OEPEMEHHOCTH
— nedeKT OPIONTHOW CTEHKHU
— TPUILIOUIUS
— BPOXJICHHBIN MOYEYHBIN CUHIIPOM
— TUrpoma Ieu
— MaJIOBOJIHE

A®II, xopuonuueckuid roHagorponuH uenoBeka (XI'U) m cBOOOAHBIN 3CTPHUON SABIAIOTCS
MapKepaMH, HCIHOJb3YyEMBIMH B 3TOM THUIE€ CKPUHUHIA, a BO3pacT MAaTe€pH  CIIy>KHUT
JIOTIOJIHUTEIbHBIM CKPUHUHTOBBIM KPUTEPHUEM.

C 1998 r s OLEHKM CTENEHH pPHCKAa BO3HUKHOBEHMS CUHApoMa JlayHa HCHOIB3YIOT
OIIpe/IeJIEHUE YPOBHS TPEX OMOXMMHUYECKUX MapKepoB, HanboJiee TECHO CBSI3aHHBIX C CHHAPOMOM
Hayna: MC A®II, oOmiero XOpHOHHYECKOTO TOHAAOTponuHa uyenoBeka (obmero XIY) u
CBOOO/JIHOTO 3CTPHOJIA, @ TAKXKE YUYUTHIBAIOT BO3pacT MaTepu. B mocrnenHee Bpemsi UCHOJIb3YIOT
TaKXe ONpesesIeHle BCIOMOraTeJIbHOro Mapkepa cuHipoMoM JlayHa — uHruouHa A.

Xopuonudeckunii ronagorponun (XI'Y) sisercst riaaBHBIM ropMoHOM OepeMeHHocTH. OH
NPOAYLMPYETCS KIETKaMU CUHIUTHOTPO(OOIACTA TUTALEHTHI U HEKOTOPHIMU OITyXOJISIMHU.

[Ipennonaraercs, 4ro ¢usnonornyeckod ponbto XI'YU sABisercs CTUMYJSLUS CHHTE3a
IIPOreCTepOHa KENTHIM TEJIOM Ha paHHUX CTaausax OepemeHHocTu. Cumraercs Takxke, yro XI'Y
CTUMYJIUPYET CHHTE3 TECTOCTEPOHA MYXKCKMMHM IIOJOBBIMM JKEJIE€3aMM ILIOJA W OKa3bIBAET
BO3/ICHCTBUE HA KOPY HAAMOYEYHUKOB SIMOPHUOHA.

Aabpa-dperonporenn (APII) spasercs cnenudpuyeckum (eraabHbIM alb(a-riIo0yIMHOM C
MoJekysipHbIM BecoM 65—70 k[IA. IlepBonayansHo ADII BeipaGaThIBa€TCS KEATOYHBIM MEIIKOM
sMOpHoOHa, a ¢ 13-0¥f Hemenu — TeYeHbIo TUI0Ja. Ero KoHIEHTpanus MOCTENEHHO CHIKAETCS K
MOMEHTY pooB. B TeueHue mepBoro ropa ku3HH ypoBeHb ADII cHMkaeTcs 10 OUeHb HU3KHX
3HA4YEHMM, XapaKTEPHBIX JJI1 B3pOCIIOrO YEJIOBEKa.

Bo Bpems ¢usnonornyeckoit OepemeHHocTH ypoBeHb A®DII B aMHHOTHYECKOH >XUAKOCTH
CHUKAETCs, a B MAaTEPUHCKON CBIBOPOTKE, HAIIPOTUB, Bo3pacTaeT. Y poBeHb ADII, npeBplmaromumii
¢bu3noIornuecKuil Bceria CIy>KUT IMOKa3zaTelleM HaJWuusl cepbe3HbIX HapyueHuil. OnpexneneHue
A®II B aMHHOTHYECKOH JKHUJIKOCTH, IOJyYEHHOW NP IYHKIIMH IUIOAHOTO Iy3bIps Mexay 15 u 20
Helems MU OepeMeHHOCTH, ¢ 70-X TOI0B MCIONB3YIOT AJIsi MPEHATaJbHON JAUArHOCTUKH OTKPBITHIX
nedeKkToB He3apamieHus HepBHOW TpyOku. Ompenenenne ypoBHs A®PII B amHHMOTHYECKOH
KHUJKOCTU IIPOBOJST TAKXKE JJISl BBISIBIICHUSI BTOPUYHBIX AHOMAJIMM pa3BUTHUSA IUIOAA.

CTPHOJI SABIIETCS TJIABHBIM CTEPOUIHBIM FTOPMOHOM, CHHTE3UPYEMBIM IIaneHToi. Ha nepeoi
CTaJuM CHHTE3a, KOTOpas MPOMCXOJUT B dMOpPHOHE, XOJIECTepHH, oOpasyromuiics de novo, 1u60
MOCTYHAIOUINI U3 KPOBU MaTepH, MPEBPALIAeTCs B IPETHEHOJIOH, KOTOPbIH Cylb(haTupyercss Kopoi
HQ/AMOYEYHUKOB IUIOAA B JAETHIPOIMHAHAPOCTEPOH-cyibdaT. ['MApoKCUIMpOBaHHE STOTO
COEIMHEHHUS] B TEYEHU MO |6-TIOJOKEHUI0 W OTLIeIUIeHHEe cylbdara cynbdarazamMu IIaneHTHI
NPUBOAUT K 00pa3oBaHuIo cTpuoia. [IockoabKy B 00pa3oBaHMM ICTPHOIA MPUHUMAIOT y4YacTHE,
KaK IJIOJ, TaK Y IUIALIEHTA, N3MEHEHNE YPOBHS 3CTPUOJIA MOKET CIIYKUTh MJICAJIbHBIM ITOKa3aTelIeM
¢byHKIMU (EeTOIUIalEHTaPHON CUCTEMBI.
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B matepuHCKOW KpOBHM TOJNBKO HEOOJbIIAs YacTh ACTPHONA LHMPKYIUPYET B CBOOOIHOM
COCTOSIHUM, OCHOBHOE €r0 KOJIMYECTBO HAXOIUTCS B BUJE TIIOKypoHHIA U cyinbdara. Bo Bpems
¢bu3noNornuecKkoll OEpEeMEHHOCTH yYpOBEHb SCTPHOJIA ITOCTEIEHHO Bo3pacraeT a0 40-oi Hemenmu.
[ToHMKEHHBI YpOBEHb 3CTPHOJIA MM €Tr0 Pe3KOoe MaJCHUE CBUACTEIBCTBYIOT O MATOJIOIMYECKOM
cocrostHnn 1ioga. OmpeneneHnue ypoBHEH OOIIETO0 WM CBOOOJHOTO 3CTPUOJIA HCIONB3YIOT IS
MOHHUTOPHUHTA OEPEMEHHOCTH.

6. BorpochI /151 CAMOKOHTPOJISI 3HAHUIA:

1. B yem 3akirodaercs pa3inyue HacIeACTBEHHBIX U BPOKICHHBIX 3a00IeBaHM?

2. KakoBo 3Ha4YeHHE HACIECICTBEHHOCTH B PA3BUTUHU MYJIbTHU(AKTOPUATHHBIX 3a00ICBaHMIT?

3. B uem 3akmouarorcs OCOOEGHHOCTHM TMATOJIOTUM IMpOreHe3a, OiacToreHe3a, 3MOpHOreHesa,
(deroreneza?

4. JlaWiTe XapaKTEPUCTHKY DHJIO- M IK30TeHHBIX TpruanH BIIP.

5. Kakue nporuiecchl JiexxaT B OCHOBE «I1€PE3PEBAHUS) MTOJIOBBIX KIIETOK?

6. B uem 3akiroyaercs STHOJIOTHUS U MaTOreHe3 (PeTaabHOro aaKOTroJIbHOTO CUHApOoMa?

7. KakoBa poiib BUPYCOB B ITATOJIOTHH BHYTPUYTPOOHOTO Pa3BUTHS?

8. B uem 3akirowaercs mnpoduiIakTUKa W JOPOJOBAas TUATHOCTHKA BPOXACHHBIX IOPOKOB
pa3Burus’?

3ananus aasa CYPC:

1. l'eHOTUN, KOHCTUTYLIMS U COMAaTUYeCKasi MaTOJIOTHSI.

2. OCOOCHHOCTH TUIANEHTHI KaK HMMYHHOTO Oapbepa.

3. 'emonutuueckas 601€3Hb TUI0AA U HOBOPOXKJICHHOTO: STHOJIOTHUS U MAaTOTE€HE3.
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