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POJIb HACJIEACTBEHHOCTH B ITATOJIOI'MU.

AKTYaJIbHOCTh TeMbl. BpoxzaeHHble nopoku (BII) 3anumaroT 0AHO M3 MEpPBBIX MECT Kak B
CTPYKTYpE JIETCKON 3a00JI€BAEMOCTH U MHBAJIMIHOCTH, TaK U B IEPUHATATHLHON U paHHEH JETCKOU
CMEpPTHOCTH; MO JaHHbIM psina aBTopoB BII obnapyxensl y 25,6 % nereif, ymepumiux B
IepUHaTaIbHOM Iepuoae, 18% — cpenum MepTBOpOXAEHHBIX; Mo 3akimoueHuto XXIX ceccun
BceemupHoii accambiien 31paBoOXpaHeHHs], B Pa3BUTHIX CTpaHax B 3a00JI€BA€MOCTH U CMEPTHOCTH
JIeTe BPOKJICHHBIC MOPOKH Pa3BUTHSI 3aHUMAIOT OOJBIIYIO JOJI0, YeM MH(PEKIUOHHBIC OO0JIC3HH;
BBISIBJICHHE B KaXK/IOM KOHKTPETHOM Cllydyae NMPUYMHBI MOPOKAa Pa3BUTHS IMO3BOJUT YMEHBIIHUTH
PHCK MIOBTOPHOTO POKACHUS PeOCHKA C aHAJIOTHYHBIM TTOPOKOM

Y4yeOHble 1HeJM 3aHATHA: U3YYUTh STHOJIOTHIO M MATOrEHE3 HACIEACTBEHHBIX M BPOXKJIECHHBIX
0ose3Hel, a TakKe HapyIIEHUH, MPUBOASILIUX K MTATOJIOTMHU BHYTPUYTPOOHOTO pa3BUTHSL.

BocnurartesibHble Heau 3aHATHA: (OPMUPOBAHHE HAyYHOI'O MHUPOBO33PEHHUS M TEOPETHUYECKON
0a3pl OyIymMX CHENUAINCTOB HA OCHOBE (PYHJAAMEHTAIbHBIX 3HAHWUN M HOBEHIIMX TOCTH)KCHUIA
NaTOJIOIMYeCKON (PU3UOIIOTHH.

3amauu 3aHATHSA

1. 3HaTI) MEXaHU3Mbl BOBHUKHOBCHUS U pa3BI/ITI/I$I HACJICACTBCHHBIX U BpO)KIIeHHI)IX 60H€3HCI7L
2. 3HaTh KPUTHYECKUE MEPUOABI BHYTPUYTPOOHOTO PA3BUTHSL.

3. 3HAaTh ATHOJIOTUIO BPOKICHHBIX TTIOPOKOB Pa3BUTHSI.

4. YMeTh pacKpbhITh MEXaHU3MBI TEPATOTCHE3A.

IIpu nmoaroToBKe K TeMe MOBTOPUTH CJIETYIOIHE BOMPOCHI H3 CMEKHBIX JUCIUILUIMH C HEeJIbI0
HanooJ1ee MOJHOr0 YCBOEHUS MaTepuaJa:

— KJIacCHU(UKAIMIO MYTAIlMii, CTPOCHHUE SYKApUOTHYECKOTO T'eHa, MPUHIIUIBI PETYNISIMA TeHHOU
AKTHBHOCTH, TIPUHIIUIIBI PeATU3allii TeHEeTHYeCKo uHpopManuu (Kypc meduyunckol buonroeuu u
2eHemuKiL);

— (yHKIIMH OEJIKOB B OPraHU3ME YesioBeKa (Kypc OuoxumuiL);

— KPUTHYECKHUE MTEPUOJIBI PA3BUTHS (KYPC YUMoLo2uu u 2UCMoLo2uu).

KoHTpoJsbHBIE BONIPOCHI 110 TeMe 3aHATHS:

[ToHsiTHEe 0 HACIEACTBEHHBIX, BPOXKACHHBIX 00J1€3HAX U (peHoKonusaX. MyTareHHble (paKkToOpBbI.
MexaHn3MBbl HaCclIeCTBEHHON NAaTOJIOTUU. AHTUMYTAareHes.

MoHo- 1 moNnUreHHble HacleACTBeHHbIE 00e3HU. [[eHEHTPaHTHOCTh U SKCIIPECCUBHOCTb.
XpomocomHble 6ose3HH. HacnencTBeHHOE npeipacnoioskeHue K 00JIe3HIM.

Hacnencreennbie 3a0051€BaHNs COEIMHUTENBHON TKAaHU.

Mertonbl U3ydeHHUsl HAaCIEeICTBEHHBIX 00JIe3HeH, MPUHIMIBI UX TpoduinakThku. [IoHsTHE O reHo-
Tepanuu U «reHHOW WHKEHEPUN».

7. Tlaronorust BHyTpuyTpoOHOTo pa3Butus. [loHsTHE aHTeHATATbHON MATOIOTHH.

ocoarwhE



Pacuer yueOHOro BpeMeHH
OO1ee BpeMs 3aHsITHs 3 aK. yaca

Ne Conepxanue Pacuer yueGHOTO
n/u BpEMEHU

1. | Berymienne. MoTuBaiimonHasi XapakTePUCTUKA TEMBI 3 MHHYTBI

2. | [luchMeHHBII KOHTPOJIb CTYJICHTOB I10 BOIIPOCAM TEeMbI 3aHATHS | 15 MuHYT

3. | Ompoc-6ecena CTYICHTOB IO BOIIPOCAM TEMbI 3aHATHUS 60 MuHYT

4. | CamocrosTenbHas padoTa CTYICHTOB 15 munyT

5. | Pemienue cutyaliMoHHbIX 331a4 20 MUHYT

6. | [lonBeneHne UTOTOB 3aHATHUS 5 MUHYT

7. | 3amanue Ha cienyrolee 3aHsITHE 2 MUHYTBI

BcnomorarteabHbIe MaTepHaJbl 10 TEME

HACJIEACTBEHHBIE — 0one3Hu u aHOMajiuu pa3BUTHS, B OCHOBE KOTOPBIX JIEXKaT
cTpykTrypHble n3Menenus B JJHK.

BPOKJIEHHDBIE — 6oe3H1 1 aHOMAJIUK Pa3BUTHS, TIPOSIBIISIIOLIUECS CPA3Y NOCE POHCOe-
HUsl, MOTYT OBITh HACJIEICTBEHHBIMU U HEHAC1e0CMBEHHbIMU.

®EHOKOIIUM — ciydau, Ipu KOTOPHIX TMOBPEKAAIOININE BHEITHHE (HAKTOPHI, AEHCTBYIO-
[1e BHYTPUYTPOOHO, BBI3BIBAIOT 00JIE3Hb, CXOOHYI0 NO KIUHUYECKOU KapmuHe ¢ HaCIeICTBEHHOM.

Hanpumep, naronoruueckas )entryxa y HOBOPOXKIEHHOI'O MOKET ObITh 00YCIIOBJIEHA HACE/I-
CTBEHHBIMU HApYIICHUSIMU 3aXBaTa, KOHBIOTAIIUN WUJIM SKCKpeluu OmnupyouHa (cuHIpoMbl JKuib-
oepa, Kpurnepa-Hamxkapa, Jlabuna-/[)xoncona u Potopa), HO MOXET pa3BUTHCS U KaK (PEHOKOIHS
BCJIE/ICTBHE BHYTPUYTPOOHOTO TeMaTUTa WM HEHACTIEICTBEHHOMN aTpe3nu )KeMYHBIX XO/I0B.

3TUOJIOTUSI HACJIEJCTBEHHBIX BOJIE3HEN
[IpyurHaMu HacJIeICTBEHHOW MAaTOJIOTUU SIBISIOTCA (PAKTOPBI COCOOHBIE BBI3BATh MyTa-
LU0 — mymacenvl. DaKTOPOM PUCKA U1 BOSHUKHOBEHMS U peallM3allii ICUCTBUS MyTaluu sBJIsS-
€TCsl HECOCTOSITEIbHOCTh CUCTEMBI penapanuy (FeHeTUYEeCKH JIeTepMUHUPOBaHHAs WU MpHOOpe-
TEHHasl) WIN HapyLIeHNUE PEryJaluy TeHHONH aKTUBHOCTH (3MUT'€HETHUYECKUX MEXaHU3MOB).

Kuaacecndukanus myranui

ITo npuyune IIo By MmyTHpO- ITo 3nayenuro ITo ypoBHIO
BaBIIHUX KJIETOK

CIIOHTaHHBIE I'ameTnueckue ITatorennsie I'ennele
MHIYLUPOBAHHBIE Comarnueckue braronpusatHele | XpOMOCOMHBIE
Mo3zanuHble HelitpansHble I'enomHubIE

I'ennble MyTauuu (TOUKOBbIE) — JIO0BIE N3MeHEHUsT MosieKkyisipHoil ctpykTyp JHK. Ilpu-
BOJAT K Pa3BUTHIO T€HHBIX OoJyie3Hell (PeHOTUITHMUECKU MPOSBISAIOTCS MPU3HAKAMU HAPYIIEHUH Me-
tabonmm3Ma ((peHUIKETOHYPHS, TEMOTIIOONHO3 S)

Tunvi 2ennbIx Mymayui no xapakxmepy usmereHuu . Neenns, JynauKalnus, THBEPCUH, HHCEep-
LMY, TPAHCBEPCHUH, TPAH3UIMH, HO HOCAeOCMSUs. HEUTpallbHbIe, PETYNIATOPHbIE, THHAMUYECKUE,
MHUCCEHC-MYTaIlM1, HOHCEHC-MYTallHH.

XpoMOCOMHBIE MYTAllMM — XapaKTEPU3YIOTCS U3MEHEHHEM CTPYKTYpPbl XpOMOCOM (fele-
1Us, TyTUTMKALKS, HTHBEPCHSI, BHYTPU- U MEKXPOMOCOMHAs TPAHCIOKAIIHS).

I'eHOMHBIE MyTalUM — XapaKTEPU3YIOTCS U3MEHEHUEM YHCIa XPOMOCOM.

Buowi eenommuvix mymayuii




Tonunnouous — yBeandeHue Yrcia HaOOPOB XPOMOCOM, KpaTHoe rartonaaomy (3n, 4n, 5n).
[TpydrHaMy TOTUTUIOUANH SIBJISTFOTCST IBOMHOE OIUIOJOTBOPEHUE WIIM OTCYTCTBUE 1-TO MehoTHue-
CKOTO JICTICHHSI.

Aneynnouduss — U3MEHEHHUE 4YUCIa XPOMOCOM B JAUIUIOMIHOM HaboOpe, HEKpaTHOE Tariouni-
Homy (2n+1, 2n-1). IIpuyrHa aHCYIUTOMINH SBJISIOTCS HEPACXO0XKICHHE XPOMOCOM, aHa(a3zHOe «OT-
CTaBaHHEY.

MOHOCOMHUS — HAIMYKME OJTHOM U3 IBYX TOMOJIOTHYHBIX XpoMocoM (cuHapom lllepemeBckoro-
Tepuepa)

TPUCOMHMS — HATMYKE TPEX TOMOJIOTHYHBIX XpOMOCOM B Kapuotune (21n — cunapom [layHa,
13n — cunapowm Ilaray, 18n — curnpom DnBapica).

AHTUMYTATEHbBI — BemiectBa cCriocOOHBIE TIOJABIISITh CIIOHTAHHBINA W WHYyLIIUPOBAHBIN

MyTareHes.
AHTHMYTAallHOHHBbIE MeXaHHU3MbI

1. Heiitpanuzanusi myrareHa no ero konrtakra ¢ JJHK (mampumep, moBblmas akTUBHOCTB
(bepMeHTOB 00€3BpEKMBAIOIINX MYTAareHbl, CBS3BIBAHHE MyTareHa M BBIBEJICHHE €0 M3 OpPTraHU3-
Ma).

2. Tloermenne ycroitunBoctr JJHK k Myrarenam (ayOaupOBaHHOCTH CTPYKTYPHBIX DJIEMEH-
TOB T'€HOMA; MaTPUYHBIA MPUHIUN OMOCHMHTE3a; CIOCOOHOCTh K penapanuu; peryisius FeHHOU
AKTUBHOCTH).

3. [pensTcTBHE MpeBpaleHUs] KOCBEHHBIX MYTareHOB B HICTUHHBIE

IIpumepbl aHTUMYTareHoB
AMMHOKHUCIIOTHI QpTUHUH, TUCTUIUH, METUOHUH
®epmenTsl epokcunaza, HAJID-okcuaasa, karanasbl, ITyTaMUHIEPOKCHIA3BI
JlexkapcTBEHHBIE CpPEICTBA CYNIb(haHUIaMUIbl, HHTEPPEPOH, AHTUOKCHIAHTHI
Buramunn E, C, A, K

Cxema naroreHe3a MOHO- M MOJIUTeHHbIX 0oJie3neii (no E./]. 'onvobep.,2009)
[TaTorenes3: myranus (MHUIMAILHOE 3BEHO) — pealin3alus AeUCTBUS aHOMAIbHOIO reHa (Te-
HOB): HapylleHHe (pyHKUIUI CTpyKTypHOro Oenka, (epMeHTa, pelenTopa, CHHTE3 aHOMaJbHOTO
0enka ¢ U3MEHEHHBIMU CBOMCTBAMU—> LIETIb MOCIEAYIOMNUX OMOXMMHYECKHUX MPOLIECCOB HAa YPOBHE
KJIETKH, OpraHa, OpraHus3ma.

IIposiBjieHHe HA MOJIEKYJIAPHOM YPOBHE NePBUYHBIX 2(PPEKTOB MYTAHTHBIX AJlJIeJIeH

1. OrcyTcTBHE CHHTe3a MOJMNENTHAHOH Henu (0elka), UYTO MOXKET, BBIPAXKACTCS B
HaKOIJICHUH TOKCHYECKHUX IMPOAYKTOB-TIPEIIIECTBEHHUKOB, MOT'YT HCIHOJb30BaThcs Apyrue (00-
XOJIHbIE) MYTH OOMEHA, YacTO TaKXe C MaTOJIOTMYECKUM HCXOA0M; B Pe3yjbTaTe OTCYTCTBUS IEp-
BUYHOT'O NMPOJYKTAa T'€HAa MOXKET 3aJepKUBATHCS KaKOH-THOO Ba)KHBIA HpOIECC, MOCTOSTHHO OCY-
HIeCTBISAIONIMICSA B opranu3mMe. Hanpumep, MyTaliuy reHoB, JETEPMUHUPYIOMIUX CUHTE3 (epMeH-
ToB penapauuu JJHK, npuBoasT K HEBO3MOKHOCTH BOCCTaHOBJIEHUSI ITOCTOSSHHO BO3HHMKAIOIIUX
Hapymienuii B crpyktype JAHK, 4uto oOycnaBnuBaeT pa3BUTHE 3J0Kaue€CTBEHHBIX HOBOOOpPa30Ba-
HUN (IMTMEHTHAs KCEpOoJepMa).

2. HepocTaTo4HOCTH BHIPAOOTKH HOPMAJLHOIO MEPBUYHOro mpoaykra. Hampumep ru-
MoKaTajla3eMMsl (HU3KUN ypOBEHb Karaja3bl B KPOBH, COIPOBOXKJIAIOLIUICS PELUAUBUPYIOLIMMUI
MH(EKIUSIMH, U3BSI3BICHUEM JIECEH U CIU3UCTON 000JI0YKH MOJIOCTH PTa).

3. N30bITOYHOE KoIMYecTBO Oeska. Hampumep, npu nepBUYHOM TeéMOXpOMAaTo3e CUHTE3H-
pyercss U30BITOYHOE KOJMYECTBO INIOOMHA, YTO NMPUBOAUT K MEpEHArpy>KEHHOCTU IPUTPOLUTOB Ie-
MOTJIOOMHOM M COOTBETCTBEHHO KEJIe30M. YBEIMUYUBACTCS CBEPTHIBAEMOCTh KPOBH, Pa3BUBAETCS
reMOCHJIEpO3 MAPEHXUMATO3HBIX OPTaHOB.

4. CuHTe3 aHOMAJIBHOIO Oesika. Hanpumep, cepnoBuAHO-KIETOYHAsT aHEMUS, TPH KOTOPOit
M3MEHEHa MepBUYHAsI CTPYKTYpa Ielb MOJIEKYJIbI ITI0OMHA 3aMeHbl OIHOM aMUHOKHUCIIOTHI U3MEHSI-



eT ¢yHKIHOHAIbHBIE cBoMcTBa Hb (moHMXEHHAs pacCTBOPUMOCTH, TTOBBIIICHHAS TTOJIMMEPHU3AIIHS).
Takoit Hb yxe HEe MOXET BBINOJIHATh KHCIOPOJAKIENTOPHYIO (PYHKIUIO U KPUCTAILTM3YETCS TIPpU
HEJ0CTaTKe KHUCIOPOJa, a APUTPOLUTHI MPUOOPETAIOT CEPIOBUAHYIO (HOpMY, CKICHBAIOTCS, TPOM-
OMPYIOT KaWJLISPHIL.

MexaHM3MBbl HACJIEACTBEHHbBIX NIATOJIOT Uil

I'ennblii 0J10k — HapylleHUe B3auMozelcTBys ynpasistoumx curtainos ¢ JAHK, npusoaur
K HapyUICHUIO SKCIPECCUU TeHOB. Ynpasnsaowue cucHanwl: 2opmonvl, AT, cybcmpamul, uoHul.

Hanpumep, nepuut WHCYIMHA — HE SKCIPECUPYIOTCS T€HBl MHCYJIMHO3aBHCUMBIX OEJIKOB-
TPAHCIOPTEPOB IITIOKO3bI — HAPYIIACTCS YTHIIM3ALHMS TIF0KO3bI MHCYJIMHO3aBUCUMBIMH KJIETKaMH.

Metaboauuecknii 0,10k — u3HavanbHO (hopmynupoBaincs A. ['aponoM Kak (epMEHTHBIH.
Ho npunumas Bo BHMMaHue AonoiaHeHus buana u Telitama metabonnueckuit 6J10k 0oJjiee mupoKoe
MOHATHE, BKITtoUaromiee: PepMEHTHBIN OJIOK, PeLeNTOPHBINA OJIOK, OJIOK CTPYKTYPHBIX OCIKOB.

@epMeHTHBIH 0JI0K — HApYIICHHE KaTaTuTHICCKON QyHKIMHU (HepMEHTa, aJNTOCTEPUICCKOM
peryysuuu u ap.

Hanpumep, ®KVY (dbenunkeronypus). bonbmmuctBo ciyyaeB @KV conpoBoxnaercs aedu-
[IUTOM II€YEHOYHOTO (epMeHTa (peHmnamaHnH-4-THIPOKCHIIAa3bl. B MOJHOM COOTBETCTBHU C KOH-
uenuueil 'apoga, 3To BeeT K pe3KoMy YBETUUECHHIO KOHIIEHTpaluy (peHuIalaHnHa B KPOBH.

Henocrarok mpeBpamenus (eHMIaTaHnHa B TUPO3HWH U TOAABICHHE M30BITKOM (peHmmana-
HUHA aKTUBHOCTU THPO3UHA3bI MMOBEAET, B KOHEYHOM UTOTE, K JEUIUTY THPO3UHOBBIX U TPHUIITO-
(haHOBBIX MTPOU3BOIHBIX, BKIIOYAsi MMTMEHT MEJIAaHUH (YTO JIeIaeT KOXY, I1a3a U BOJIOCH OOIBHBIX
CBETJIBIMH), a TaK)K€ KaTeXOJaMHUHBI (UTO MPOSBISETCS TUIIOTEH3UEH) U CEpOTOHHH (YTO HMEEeT
OTHOIICHHE K PA3BUTHUIO MTHIICTITUMOP(HBIX «CaJaaMOBBIX CYIOPOT»).

N30bITOK penunanannHa MeTabonu3upyeTcs 0OXOAHBIMU MYTSAMU, TOBBIIIAETCS KOHIEHTpa-
Ul €T0 aTbTEPHATUBHBIX MPOAYKTOB MeTabosm3Ma, M30BITOK KOTOPHIX BBIBOAMUTCS ¢ MOYOH ((e-
Hui-11BK u penunmonounas kucnotsl, ¢penmnanermwiriayramut). [Ipu sTom obpasyrorcss merado-
JIUTHI, IPAKTUYECKH OTCYTCTBYIOIIME B HOpME ((heHMIITHIIAMIH, OPTO(EHMITYKCYCHAsI KHCIIOTA).

OTH COeIMHEHUSI PACCMAaTPUBAIOTCS, KaK HEHPOTOKCHHBI U CIOCOOHBI HAPYIIaTh METab0IU3M
JUNUA0B B Mo3re. B couetanuu ¢ n1epuimToM HEKOTOPHIX HEHPOMEINAaTOPOB 3TOT MEXAHU3M CUH-
TAIOT OTBETCTBEHHBIM 32 MPOTPECCUPYIONIEE CHUKEHNUE UHTEIIEKTa Y OOJIbHBIX (DEHMIKETOHYpUEH

Peuentopslii 6,10k — HapylieHHe (YHKIMM paclo3HAaBaHUS PELIEITOPOM CUTHAJIBHON Mo-
nexynsl, nepext G-6enka.

Hanpumep, cemeiinas runepxonectepuremust |l A tuma, 1is 3TOM MaTONOTUU XapaKTepeH
nedexren peuenrop st JIITHIT Ha riaagkoMblIeyHbIX CTEHKAX cocylloB. B a3Tom ciydae 3k30reH-
HBIM XOJIECTEpUH NPOHUKAET B KJIETKY NMyTEM CIUSHHUS C LIUTOIIO3MATUYECKOW MeMOpaHOil — He
3aMyCKaloTCA TeHHbIE POTPAMMBbI, HAIlPaBJIECHHbIE HA CHU)KEHHUE CUHTE3a 3HJIOT€HHOT'O XOJECTEpU-
Ha U JIp. — MEPEeNnoIHeHNE KIETKHU XOJECTEpUHOM — IIPEBPAIEHHE B IEHUCTYIO KJIETKY — OCHOBA
aTepOCKIEPOTUYECKOM OJISIIKH.

[Ipn nceBnorunonapaTupo3e H3-3a HACIEACTBEHHOM MyTaluu TeHa ojaHoro u3 (G-0enkoB
(Gsa) umeercss HapylleHHe B paboTe 3TOro MOCTPELENTOPHOrO CONPSATaoLIero MexaHu3Ma, U B
pe3ynbTaTe KJIETKH CTAHOBSATCS PE3UCTEHTHBI K Pa3IUYHBIM CUTHAIAM-CTUMYJSATOpaM aJIeHUJIaT-
IUKJIa3, 0COOEHHO, K TapaTTOPMOHY.

Baok cTpyKkTypHBIX 0€1KOB [Ipumepom, MOTYT CIYXUTh KoJulareHonaTuu. Tak Ha3biBae-
MbII cHUHApPOM OIrepca-/laHno, XxapakTepU3YIOUIUNCS CUCTEMHBIMU HApyLIEHUSIMU MPOYHOCTH U
CTPYKTYphl KOJUIareHa, HaXOJUT CBOE BBIPAKEHHE B MOBBIIMIEHHON pPacTSHKUMOCTH U CHUYKEHHOM
MPOYHOCTH KOXH, U3IHUIIHEH MOJABMKHOCTU CYCTaBOB, IOMKOCTH COCYJIOB, @ Y HEKOTOPBIX 0OJb-
HBIX OCJIOKHSETCS pa3pbIBaMU BHYTPEHHUX OPraHOB (apTEpHi, MATKH, KUIIIEYHUKA).

IIposiBiieHus1 MaTOreHe3a reHHbIX 00JIe3Hel Ha KJIeTOYHOM YPOBHe
Knerounslif ypoBeHb MaToreHe3a reHHbIX OOJIe3HEH 03HAYaeT, YTO B OMpEAETIEHHBIX THIAX
KJIETOK Pa3bIlPhIBAIOTCS OCHOBHBIE IMATOJIOTHYECKUE MPOLECCHl, XapaKTEpHbIE IS KOHKPETHON
Ho30J0rnYeckor Gpopmbl. TOUKON MPHUITOKEHHS ABISIOTCSA OTAEIbHBIE CTPYKTYPbI KIETKH, pa3Ind-
HBIE TIPU Pa3HBIX 00JIE3HAX (JIM30COMBI, IEPOKCUCOMBI, MEMOPAHBI).



Hanpumep, B KieTKax NMeYeHH, MOYEK, MBI M Jp. HAKAIUTUBAIOTCS MOJUMEPHI TIUKOTeHA,
KOTOpBIE HE MOJBEPraroTcs ACTpajaluy JaXke TOTAa, KOTJa OpraHu3My HEOOXOoauMa TIII0KO03a B
kpoBu. [Ipu rimkorenose | Tuna HaciaeacTBeHHBIN nedekT GpepMeHTa riok030-6- ¢ocdaraspl mpu-
BOJMT K HAKOIJICHHIO TJIMKOTEHA B TICYCHU U MOYKaX, INIFOK03a B KPOBb HE TIOCTYTIACT.

IIposiB/1eHHs1 OPraHHOIO YPOBHS NATOreHe3a reHHbIX 00J1e3Hel
IIpu pa3nuyHbIX O0JIE3HAX MULIEHBIO ATOJIOTMYECKOI0O MPOLIEcca CIIYKaT Pa3HbIe OPraHbl.
[Ipu ankanTOHYpHUH OTIIOKEHUS TOMOTEHTU3MHOBOW KHMCIIOTHI B XPSIILAX CYCTaBHBIX IOBEPX-
HOCTEH U KJlalnaHax cepAla SBJSIOTCS BTOPUUHBIM IIPOLECCOM, O0YCIOBIEHHBIM BBICOKON KOHIIEH-
TpalMeld TOMOTE€HTU3MHOBON KHUCIIOTHI B KPOBU. DTO MEUIEHHO BeneT (mpumepHo k 40 romam) k
MIOPOKaM Cep/illa U CHUKEHHUIO MTOJIBU)KHOCTU CYCTaBOB.

IIposiBjieHHs1 MaTOreHe3a reHHbIX 00JIe3Hell HA YPOBHE OpPraHnu3Ma
B opranusme B 11€710M B3aMMOCBSI3b NAaTOTEHETUYECKUX IMPOLIECCOB MPOSBIIAETCS COYETAHHO
Ha MOJIEKYJISIPHOM, KJIIETOYHOM U OpraHHOM YPOBHSX. TSKECTb M CKOPOCTh Pa3BUTHUS OOJIE3HU MPH
MIPOYMX PABHBIX YCIOBHUSX (MON peOCHKA, OJMHAKOBBIA XapakTep MYTAIllMH) 3aBHCAT OT T€HOTHIIA
opranusma (reHbl MOJIU(DUKATOPBI) U YCIIOBUH CPEIbl.

I'eneTnueckas kjaaccu(puKamus HACTeICTBEHHBIX 0oJie3Heit (no E. /[ . onvooepe, 2009)

— TeHHBIC 0OJIC3HU

— XpOMOCOMHBIE 00JIe3HH

— MyJIbTU(AKTOPHATILHBIE 3200JIeBAaHS

— reHeTH4ecKre 00JIe3HU COMATUYECKUX KIIETOK

— 00JIE3HU C HETPAIUIIMOHHBIM THIIOM HACIICOBAHHUS

I'ennble 00J1e3HM — BBI3BaHHbBIC TEHHOW (WM TOYEYHOM) MyTalnueil. B rpynmy reHasix 0o-
JIe3HEW BXOMAST ayTOCOMHBIE OOJIe3HH (JOMMHAHTHBIE M PEIECCHUBHBIC) U CILEIUICHHBIE C TOJIOM
(IOMUHAHTHBIE U PEIIECCUBHBIE).

Hampumep, ayToCOMHO-PEIIECCHBHO HACIEIYeMbId MYKOBHUCIIUI03 — 3a00JIeBaHUE, XapaK-
TepU3yroleecs 00pa3oBaHUEM B jKejle3aX T'YCTOTO CEKpeTa, KOTOPBIA 3aKyMOpPUBAET KEIEe3UCThIE
MIPOTOKH, B pe3ysibTaTe (DOPMHUPYIOTCS KUCTHI. BBIIEISIOT JETOYHYI0 U KUIICYHYI0 (GOPMY MYKO-
BHCIIHI03A.

XpoMocoMHBI€e 00JIE3HH — BBI3BAaHHBIC XPOMOCOMHBIMU U HEKOTOPHIMH '€HOMHBIMHU MyTa-
usaMu (y 4enoBeka OOHapYKEeHbI TOJIbKO TETPATUIOUAMS, TPUILTOUINS, aHSYIUIOUINS; U3 BCEX Ba-
PUAHTOB AHEYIUIOUAMA BCTPEYAOTCS TOJBKO TPHUCOMHUH IO ayTOCOMAaM, IMOJIMCOMHUU IO TTOJIOBBIM
XpoMocomaMm (TpH-, TETpa- U MEHTACOMUHU), & U3 MOHOCOMUI BCTpeYaeTCs TOIHKO MOHOCOMHUS X)

MyabTudakTOpHa/ibHbIe 3a0ojieBaHusl (C HACICACTBEHHBIM IPEAPACIIONIOKEHUEM) —
BKJIFOUAIOT TEHETUYECKUN U CPEeIOBOM KOMITOHEHT. J[Ji MeHEeTpaHTHOCTH MYTaHTHBIX TEHOB HEOO-
XOJIUMO JICHCTBHE COOTBETCTBYIOIINX (PaKTOPOB OKpYKaOIIEH cpeipl. | eHeTHdeckass KOMITIOHCHTA
HACJIEICTBEHHOW MPEIPACIIONOKEHHOCTH K 0OJIE3HH MOKET UMETh MOHOT€HHYIO WJIH TOJUTEHHYIO
OCHOBY.

MoHorennbie MyJbTH(AKTOPUATbHBIE 3200/IeBAaHUS — JICTEPMUHHUPYIOTCS OJHUM MY-
TaHTHBIM TE€HOM M BO3HHUKAIOT MPHU JIEUCTBUM KOHKPETHOTO (YacTo crenuduyueckoro) u 00s3aTelb-
HOTO (hakTOpa BHEIIHEW Ccpelbl (3arps3HeHue cpeibl (PU3NUYECKMMH U XUMHYECKUMH (aKTOpaMu,
MUIIEBIE BelecTBa, 100aBku, JIC).

[Tpumepom MynbTH(HAKTOPUATEHOTO MOHOTEHHOTO 3a0O0JIeBaHUS SBISETCS ACPUIUT TIIO-
K030-6-(hochataeruaporenaspl.  Hampumep, JUI] ¢ MyTalWsIMH B JIOKyce TJIFOK030-6-
docdarnernaporeHasbl TEMOIH3 SPUTPOLIMTOB HAOIIOAAETCS MPU JICUCHUU CYNb()aHUIaMUIHBIMU
npermapaTamMmu

IMosmrennpie MyabTH(AKTOPHAIbHBIE 3200/1€BaHUSI — JCTEPMUHHUPYIOTCS MHOTUMU Te-
HaMU (pe3yJIbTaTOM B3aUMOJICHCTBUS HOPMAIBHBIX WJIM W3MEHEHHBIX — MYTHPOBABIIUX TI'EHOB,
KKl U3 KOTOPBIX IO OT/IETHHOCTH HE MPUBOAUT K PA3BUTHUIO 3a00JIEBaHU).



K momurenHnbiM 3a00€BaHUSM 3TOW TPYIIIBI OTHOCATCS CaXapHbBIA TUA0ET, aTepOCKIIEpO3,
TUIepTOHUYECKast 00JIe3Hb, OpOHXUAIbHAS aCTMa | JIp.

MyneTUchakTopUansHoe Cpeposble
HacnegoBaHue ¢paKTope
> Cny4aiHble
thaKkTopbI
[MmaeHble rexel
CoBOKYNHOCTE
reHeTHHECKMX
aKTopoB
¢ P Monurexs!
("reHeTU4ecKuid hon”)

Puc.1 — B3aumozpeiicTBue HACIECTBEHHBIX M BHEIIHECPEIOBBIX (PaKTOPOB MPH MOIUTEHHBIX

00JIe3HSIX C HACJIeICTBEHHBIM MPEIPACIIOIOKEHUEM

«I'eHeTH4YecKNH (POH» — COBOKYITHOCTB BCEX JIPYTUX I'€HOB, KOTOPAask MOKET U3MEHATh JKC-
IIPECCHUIO IVIABHBIX T€HOB.

CpenoBble (cuctemMaTHuecku AeMcTBYIOLIME) (DakTOpsl U ciay4daiHble (CTOXaCTHYECKUE)
y4acTBYIOT B MOAM(HKALIMU BCEX T€HOB MOJUT€HHON CHCTEMBI.

OrneHka BKJIaJa HACIEACTBEHHOTO M CPEJOBOro (PakTOpOB B pa3BUTHE OoOJIe3HEH C Haciend-
CTBEHHBIM IIPEIPACIIONIOKECHUEM IPOU3BOAUTHCA C MOMOIIBIO KOG PHuHeHTa HACTEXYyeMOCTH
Xouasuunrepa (H), KOTOpBIi TO3BOJSET OLEHUTDH BKJIAJ TEHOTUITUYECKUX (PAaKTOPOB B JIETEPMHUHA-
LU0 Pa3IMyuuil MeX 1y OOJBHBIMU U 3]I0POBBIMH.

H = (Km3-K13)/(100-K13))x100%

H — koaddunmenra HacneyeMocTi
Km3 — k03 puirieHT KOHKOPITaHTHOCTH Y MOHO3UT'OTHBIX OJIM3HELIOB
K13 — k03¢ punmeHT KOHKOPIaHTHOCTH y AU3UTOTHBIX OJIM3HEL0B

Koapdunuent konkopaantoctu (cxoacrsa) K — Bcrpedaemoctu (B %) n3ydyaeMoro npu-
3HaKa OJJHOBPEMEHHO y 000UX OJIM3HEIOB.

q)OpMy.Ha AJIg pacueTa A0J11 Cpeabl B q)OpMI/IpOBaHI/IC HN3Yy4acMOT 0O IIpU3HaKa IMpUuBCJACHA HU-
XKeE.

E=100-H

E (ot anru. environment) — okpykaroias cpea

I'enernyeckne 060J1€3HH COMATHYECKHX KJIETOK — K DTOH rpymme 0oJIe3HEH OTHOCSATCS
3JIOKQYECTBCHHBIC HOBOO6pa3OBaHI/I$I, HCKOTOPBIC ayTOAJIJICPITUICCKUE 3a00JIeBaHUs U BPOXICHHBIC
TIIOPOKH PAa3BUTHA.

Bone3nn ¢ HeTpaAMIMOHHBIM THIIOM HACJIeJ0BAHUSI — OOYCIIOBJICHHbIE TAKUMH (heHOME-
HaMH, KaK MHUTOXOHJpHajbHas HACIEACTBEHHOCTb, F€HOMHBIM MMIPHUHTUHT, OJHOPOAMUTEIHCKAsS
JUCOMHUS, DKCIIAHCHUS] TPUHYKJIEOTHIHBIX TIOBTOPOB.

MuToXOHApHAJIbHASI HACJEICTBEHHOCTh — HACJIEJOBaHMsI ATOJIOTUI Yepe3 MUTOXOHIPH-
anbHyto JTHK.



I'eHOMHBII UMIPUHTHHI — STUTCHETHYECKUHN MPOIECC, KOTOPBIM AuddepeHnnanTbHo Map-
KHpYET MaTepUHCKHE U OTLIOBCKHE TOMOJIOTUYHBIE XPOMOCOMBI, Hapyllias 3KCIPECCUIO OTIEIbHbBIX
T€HOB OJIHOTO U3 POJOUTENEH.

OaHopoauTesIbCKasi AMCOMHUSI — YHUCIO XPOMOCOM IO BCEM IIapaM HOPMajbHOE, OJHAKO
OJlHA I1apa IPEICTaBICHa XpPOMOCOMaMH OT OJHOTO U TOTO K€ POIAUTEIIS.

Haunbonee yacTelii MeXaHHM3M BO3HUKHOBEHHUS OJHOPOJUTEILCKON AMCOMHU Y UYEIOBEKA —
penyKLIHs TPUCOMMM: B IIPOLIECCE IaMETOreHe3a 3a CUET HEPACXOKIACHHS XPOMOCOM BO3HUKAET
JUCOMHUS B TaMeTe IO OIPEAEICHHOW XPOMOCOME, YTO IPU OIUIOJOTBOPEHUU NPUBOAUT K TPHUCO-
Muu. 110 HesACHBIM IOKa IPUYMHAM TPEThb XPOMOCOMa MOJKET 3JIMMUHUPOBATHCSA HA PAaHHUX CTa-
IMSIX APOOJICHUS, a Y 3apO/IbIIla OCTAHYTCSI JIB€ XPOMOCOMBI OJTHOTO poauTens. YacTora BOSHUKHO-
BEHHUs OJHOPOIUTEIBCKOM AMCOMUU MAaTEPUHCKOTO IPOMCXOXKICHUSA B 3 pa3a yalle OTLOBCKOM.
Ecnu Ob1 1Be KONIMM F€HOB, MOIY4aeMbIX TIOTOMKaMHU OT MaTepH MU OT OTIa, (PYHKIIMOHUPOBAIU B
KJIETKaX OJMHAKOBO, TO HUKAKMX CEPHE3HBIX IOCIECACTBUN B OPraHU3ME 3TH HAPYILEHUS HE BBI3bI-
BaJIH OBI.

JKCNAHCUS TPUHYKJICOTHIHBIX MOBTOPOB — I1aTOJIOTMYECKOE YBEJIMUEHUE YHUCIIA KOIHUU
BHYTPUT'€HHBIX TaHJEMHBIX (IIOBTOPSIOLINXCS) MOCIEI0BATEIBHOCTEHN, COCTOAMMX U3 3-X HYKJIEO-
TUJOB OTpakaroluecss Ha (PyHKIIMOHUPOBAHUU I'eHa. BakHOW 0COOEHHOCTBIO SBISETCS BO3pacTa-
HUE TSDKECTU 3a00JI€BaHUS B MOCJIENYIOIIMX MOKOJEHUIX, YTO CBSI3aHO C TEHACHLMEN K BO3pacTa-
HUIO YMCJIa IOBTOPOB Y IOTOMKOB.

XPOMOCOMHBIE BOJIE3HA

Cunapom Knaitngeantepa (47,XXY; 48, XXYY; 48,XXXY; 49, XXXXY). Yacrora BcTpe-
yaemocTH - 1:1000 manpunkoB. Yucio X-XpoMOCOM KOPPEIUPYET CO CTEHNEHbK) YMCTBEHHOH OT-
cTanoctu. [lposenenus cunopoma: BBICOKUH POCT C HENPOIOPLMOHAIBHO JJIMHHBIMU KOHEUHOCTSI-
MH, B JIETCTBE — XPYIKOE TEJIOCI0XKEHHUE, Y B3POCIbIX — O0XKUPEHUE, TMIIOTeHUTAIN3M (TUITOIJIa-
3Usl SIMYEK U II0JIOBOTO YJI€HA), HEJOPAa3BUTHE BTOPUYHBIX ITOJIOBBIX IMPU3HAKOB, MHOI/IA OBOJIOCE-
HUE 10 )KEHCKOMY Tuly, B 50% ciydaeB — ruHekomactus. [Ipu rucTooruueckom McciaeioBaHuU
— TrUaNnHo3 U (puOpPO3 CEMEHHBIX KaHAJBIEB, aCTIEpMUs. XapaKTepHbl CHUKEHUE TI0JIOBOTO Bllede-
HUS, UMITOTEHIMS, OECIIoe, OTMEYAETCS] CKIOHHOCTD K aJIKOT0JIN3MY, FTOMOCEKCYallu3My, acOLlH-
aIIbHOMY ITOBEICHHUIO.

Cunapom Illepemesckoro-Tepuepa (45,X0). Hacrora BcTpeuaemoctu - 1:3000 HOBOpOX-
NeHHbIX. [Iposenenuss cunopoma: OTE€K KUCTEH W CTON MPH POXKACHUU, KOXKHAS CKJIaJKa Ha Iee,
HU3KUK pocT (10 140 cM), BpoxkJIeHHBIE TOPOKH CepJilla, aMeHopesi, OecIIo e, NHOTAa CHUKEHHE
YMCTBEHHOTO Pa3BUTHUS. B OCHOBHOM colMalibHO aAanNTHPOBAHbl, MOTYT MOJIYYUTh CHEIHATIbHOCTD
U paboTars.

Cunapom Ilaray (tpucomus no 13 xpomocome, 47,XX,+13 unu 47,XY,+13). [omynsuon-
Has yactora - 1:7800 HOBOpPOXXIEHHBIX. Xapaxmepuszyemcs MUukpouedanuei, moauIaKkTHiIneH,
paciearHoi ryObl U HEOa, HU3KO MOCaKEHHBIMH YIITHBIMH PaKOBUHAMH, MUKpO(]TaIbMuei, Bpox-
JICHHBIMU TIOPOKAaMHU CepAla, 1e(heKTOM MEX KTy JOYKOBOH MEPeropojiky, aHoMallnei 1moyvek, mo-
poKamMH pa3BUTHsI OpraHOB mulieBapeHusa. HabmogaroTcs KpUNTOPXU3M, THIIOIUIA3Usl HAPY>KHBIX
MIOJIOBBIX OPT'aHOB, YIBOGHUE MATKH U BJIArajuila, JIBYpOrocTh MaTKH, TMIIOCTIAHSL.

Cunapom Iasapaca (Tpucomus no 18 xpomocome) - MposIBICHUS TOX0XHU Ha cuHApoM [la-
tay. [Tonynsiunonnas yacrora - 1:6500.

Cunapom Jlayna (tpucomus no 21 xpomocome). [lomymsmmonnast gactora - 1:600-700.

IIposenenus cunopoma — TIJIOCKOE JIUIIO, MOHTOJIOMJIHBIA pa3pe3 IJia3, SMHUKAHT (KOXKHas
CKJIaJIKa y BHYTPEHHETrO YIJla IJla3a), OTKPBIThIA pOT, KOPOTKHM HOC, IUIOCKasi MEPeHOCUIla, CTpa-
6u3M (Kocoriasue), TUTMEHTHBIE MATHA MO Kparo pamayXkH (msatHa bpymduisaa), minockuii 3aThl-
JIOK, TUCIIJIACTHYECKUE YIITH, apkooOpa3Hoe TBepoe HEOO, 3yOHbIE aHOMAJTHH, OOPO3I9AThIN SI3BIK,
TUIIEPIIOABHKHOCTh CYCTaBOB, MBIIIIEYHAs] TUIIOTOHMS, BPOXKIEHHBIE IOPOKH cepJilia, MonepedHas
JAJIOHHAs CKJIaJKa, YMCTBEHHAs OTCTAJIOCTh, MHOT/IAa codeTaeTcs ¢ snmierncuen (40%), eiko3om

(8%).



METObI IMATHOCTUKHW U U3YYEHUA HACJIEJCTBEHHBIX TATOJIOT Ui

Kinnuko- reneaornyeckuii MeTox — METO]l POJAOCIOBHBIX, T.€. IPOCIEKUBAHUE OOJIE3HU
(w1m mpu3HaAKa) B CEMbE WK POAY C YKa3aHHUEM THIA POJIOCIOBHBIX CBA3EH MEXKIy YJEeHAMU POO-
cioBHOM. COCTOUT U3 IBYX ATAINOB: COCTABIICHUS POAOCIOBHOM M Ir€HEAIOTMUeCKOro aHalln3a.

BJIH?-HCI[OBI)Iﬁ METO/ — IPUMCHCHHE ABYX BapHaHTa CpaBHCHUA: CPABHCHHEC KOHKOPAAHT-
HOCTH (COBHaI[eHI/ISI (beHOTI/IHOB) MOHO- U JU3HUI'OTHBIX 6JII/13HCI_IOB; CpaBHCHHUC KOHKOPAAHTHOCTH
BMCCTC U ITOPO3Hb BLIPOCIINX MOHO3UT'OTHBIX 6J'II/I3H€I_IOB.

Tabn. 1 — KonxopaantHocTs (%) OIM3HEIOBBIX Hap AJs pa3HbIX rpymm Oonesneit (no E. /[
Tonvobepe, 2009)

KoHKOpIaHTHOCTDH 0JIM3HEI0B
Tun 3a601eBanus

MOHO3HMIOTHBIE reTepo3uroTHhIE
Bonesnn ¢ HaciaencTBEHHOU IpeapacIo-

PP 40-60 4-18
ITO’KEHHOCTBIO

AyTOCOMHO-IOMHHAHTHBIC O0JIC3HU 100 50
AyTOCOMHO-pEIECCUBHBIE OOJIE3HH 100 25
IMonyAsIHOHHO-CTATHCTHYECKHE METOAbl — CPABHHUTEIIBHBIC HCCIICIOBAHUS Pa3IMYHBIX

rpymin HacedaeHus (MOMyYIISIUil, STHOCOB) B OTHOIIIEHUU MOHOTE€HHBIX 00JIe3Hel

[103BONAIOT BBISIBHTH W OICHWUTH HanOoJiee BaKHBIC (PAKTOPHI MOIMYJSIMOHHONW THHAMUKA
(oT6op, Apeiid reHoB, MHOPUIMHT, JaBJICHUE MYTAlUii), ONMPEACTSIONIUE TePPUTOPHATEHYIO TeTe-
POTEHHOCTD B PACIPOCTPAHEHHOCTH HACIIEICTBEHHBIX OOJIC3HEH.

Hampumep, mokasaHo, 4To HaKOIUIEHHE HEKOTOPBIX PELIECCUBHBIX Ooyie3Hel cpenu (pUHHO-
S3BIYHOTO HaceneHus OUHISHINE 00YCIOBICHO AIUTEIBHON HM30JSIIUEH CyOnOmy i U Apeii-
¢om reHo. Hakoruienue pekux NmaToJIOTMYeCKUX MYTAIMi Cpein eBpeeB allKeHa3H OObSICHAETCS
s dexTom «pomoHadaIbHUKAa» U apeiidom renoB. s momymnsiuii Cpennelt A3un, a Takke HEKO-
TOPBIX apabCKUX MONYJISANMKA MOKa3aHO, YTO TJIAaBHBIM (DaKTOPOM, JETEPMUHUPYIOIIUM Tpy3 U
CTPYKTYpPY HACIIEZICTBEHHBIX 0OJIe3HEH, HAKOIUIEHHUE ayTOCOMHOPELIECCHBHOM MATOJOTHH, SIBIISIOT-
Csl HeCJTy4aifHble pOJICTBEHHbIE OpakH (acCOPTAaTUBHOCTH OPaKOB).

Buoxumuyeckne MeToAbI — HAIPaBJICHbl HA BhISBIEHUE OMOXUMHUYECKOTo (PeHOTHIA Opra-
HU3Ma — OT NEPBUYHOrO MPOJYKTa reHa (MOJUNENTHIHOM Lenu) 10 KOHEYHbIX METaboIMTOB B
MOY€ WJIU TOTE.

IlnToreHernyeckne MeTOAbl — OHHU MPEIHA3HAUYEHBI JJIS1 U3YUYEHUS CTPYKTYPBl XPOMOCOM-
HOTro Habopa WM OTAETBHBIX XPOMOCOM B KIIETKE.

Yare uccieoBaHus BBINOJIHAIOTCS HA COMAaTHYECKUX KJIETKaX: Haubosee ylOoOHBIH 0OBEKT
— KyJIbTypa JUMQOUUTOB TMEepUPEpUIecKOil KPOBH, HO TaKKE W KYJIbTypa KJIETOK M3 KYCOYKOB
KOXH ((puOpo6IacThl), KOCTHOTO MO3ra, SMOPUOHAJBHBIX TKAaHEH, XOpPHOHA, KJIETOK aMHUOTHYe-
CKOM KHUJIKOCTH.

CrenanbHBIM 00pa30M MOJTyYEHHBIE MTPENapaThl U3 KyJIbTYphl KJIETOK 3aTeM OKPALIHBAIOTCS.
Bce MeTonbl oOKpacku mpenapaToB MOXKHO Pa3JIeUTh Ha TPU TPYIIBL: NMpocThie, auddepeHnnans-
HbIe, QurroopecieHTHbIe. [IpocTas okpacka (MeTo okpacku 1o 'mM3e) ucnonb3yercs Ui OpUeHTH-
POBOYHOTO OTIPEICTICHUS YHCIOBBIX aHOMaNTNi Kapuotuna. CTpyKTypHbIE XpOMOCOMHBIE aHOMAJTHH
(eneruu, TPAHCIOKAIMY, HHBEPCUH), BBISIBJICHHBIE NPU MIPOCTOI OKpacke, JOJKHBI ObITh HJIEHTH-
¢bunupoBanbl ¢ nomouelo nupdepeHmanbHoil okpacku. [lox 3TUM METOAOM MOHUMAIOT CHOCO0-
HOCTh XPOMOCOM K M30MpaTeNbHOMY OKpAIIMBAaHUIO 110 JJIMHE ¢ (UKCAlMeld B BUAE YepelOBaHUs
9y- M TETEPOXPOMATHUECKUX PAOHOB (TEMHBIE M CBETJIBIC MTOJIOCHI).

Merton ¢uroopecrienTHOM rubpuan3anuu in situ (FISH). On ocHOBaH Ha MCIIONB30BaHUU O/1-
HoHUTEeBOTO crnenupuueckoro yuactka JIHK («3ormay), cnenuaabHbIM 00pa3oM «IIOMEUYEHHOTOY» H
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CIOCOOHOTO, MOCIIe MPUCOETUHEHUS K YUaCTKY aHaIH3UPYEMOM XpOMOCOMBI, IPUCOECTUHUTH (DITIO-
OpPECLIEHTHBIE KpacuTesu (KpacHbIU, 3ejeHbld U apyrue 1upera). C mMoMoIbio JIFIOMUHECIEHTHOTO
MHUKPOCKOIIa OKpAIICHHbIE XPOMOCOMBI BU3YaIH3UPYIOTCS Ha (pOoHE HEeoKpaleHHbIX. MeTo ] mo3Bo-
JSeT pac@poBaTh CIOKHBIE XPOMOCOMHEIE MIEPECTPONKH, a TAKIKE JIOKAJTU30BaTh TCH.

MousekyasipHO-TeHeTHYeCKHe MeTOAbl — OoJblIass W pa3HOOOpaszHas Tpylna METOJIOB,
MpeIHa3HauYeHHBIX JJIs BBISBJICHUS Bapualuil B CTpyKType uccieayemoro ydactka JAHK (ammens,
r€Ha, PETHOHA XPOMOCOMBI) BIUIOTH J0 PacIIU(ppPOBKU MEPBHYHON IMOCIEAOBATEIBHOCTH HYKIIEO-
THUJIHBIX OCHOBAHUM.

Bce pa3nooOpazue moaxomoB JUisi UACHTU(HUKAIMA TEHOB WM ONPEACTICHHBIX (parMeHTOB
JIHK u ux Bapuanuii OCHOBBIBA€TCS Ha JABYX OCHOBHBIX METOAMYECKHUX pa3pabOTKax — TEXHOJIO-
run OnoT-rubpuansanuu (ot a1 blot — mpomokath) U aMIUIMHUKALIMY OTACIBHBIX YYaCTKOB
JIHK.

B ocHOBY MeTonuKu aMIuM(UKaAIK MMOJIOXKEeHa momMepasHas nensas peakius (I1LP), ko-
TOpas MO3BOJISIET B TEYCHHE HECKOJIBKUX YaCOB BBIICIUTh U PA3MHOXKUTD ONpEeNIEHHBIN (pparMeHT
JIHK B xomuuecTBe, NpeBbImaomeM ucxonsoe B 10° pas, uto ympomaer paboTy ¢ MUHEMAIbHBIMU
konmyectBamu JIHK-06pa3ios.

buosornyeckoe moaeMpoBaHue

JIJis u3y4eHusl MHOTHX MOHOTCHHBIX 0OJIe3HEH YeIIOBEKa UCTIONb3YIOTCS YKHBOTHBIC, HECYIITUE
MYTallM¥ B TOMOJIOTUYHBIX I'€Hax. Takue )KUBOTHBIE SABIIAKOTCS MOJACIISIMU JUI UCCIENOBaHUS MO-
JIEKYJISIPHBIX OCHOB IMAaTOr€HE3a U OTPAOOTKU ONTUMATBHBIX BAPUAHTOB JICUCHUS.

Jlyia aHanm3a 3KCIPEeCCHU MYTaHTHBIX T€HOB in VIVO M OLIEHKH OMOJIOTHYECKHX CBOWCTB Mep-
BUYHOI'O TEHHOTO MPOAYKTA UCIOJIB3YIOT TPAHCTE€HHBIX )KUBOTHBIX. MI3MEHEHHIO MOABEPTraeTcs re-
HETUYECKHUI MaTepual OIuI0A0TBOPEHHOM SUIEKIETKE UM PAaHHUX 3apOJbIIIel MIECKOUTAIOIIHX.

MopenbHble TEHETUYECKUE JIMHUU KUBOTHBIX C HACJIEICTBEHHOM O0JIE3HBIO MOJIYYAIOT MyTEM
BBEJICHUS CaWTCHeUPUIeCKUX MOAU(UKAINI B T€HOM MIIEKOMUTAIONINX, WM BBIPE3aHUIO OIpe-
JIEJIEHHOT'O T€HAa, UACHTUYHOTO TeHY YeloBeKa. Takue MBI, Y KOTOPBIX 3KCIIEPUMEHTAIbHO «BbI-
pe3an» ONpe/IeCHHBIN TeH U3 TeHOMA, Ha3bIBAIOTCSA HOKAYTHBIMHU (0T aHri1. Knock out).

MartemaTu4eckoe MoOAeTUPOBAHUE TTPUMEHSIOT B TeX CIIy4asx, Koraa chOpMylIHpPOBaHHbBIE
3a/1a4l HE MOTYT OBbITh PEILIEHBI TOJBKO IMyTEM aHAJIU3a SKCIIEPUMEHTAIBHOIO MaTepualia Wik UX
peleHre MaTeMaTHIYeCKH OKa3bIBaeTcsl 0ojiee OBICTPBIM U TOUHBIM, YEM 3KCIIEPUMEHTAIBHO.

B ob6nacTy reHeTMKH MOMYNSLIMA MaTeMaTH4YECKOE MOJIEIMPOBAHUE MO3BOJISET, HANPUMED,
OLICHUTH y/IeJbHBIA BEC MHOTOUHCIECHHBIX ()aKTOPOB MOMYIISIIMOHHON AUHAMUKH (O0TOOp, MyTalluu,
npeiid TeHOB, MHOPUAMHT, MUTpPAIMH) B (OPMUPOBAHUU «TPy3a» HACIEICTBEHHOW NATOJIOTHH.
M3yueHne TakuX CIOXKHBIX MPOLECCOB, KAK B3aUMOJICHCTBHE HACIIEACTBEHHBIX (haKTOPOB U (PaKTO-
POB cpellbl B pa3BUTUU MPHU3HAKA, B3aUMOJIEHCTBUE T'€HOB («TE€HHBIE CETH») MpHU (HOPMUPOBAHUU
(U3MOIOTHYECKUX CBOIMCTB OpraHM3Ma, CTAHOBUTCS MPEIMETOM HCCIIeA0BaHUS OMOMH(DOPMATHKU
(KOMIIBIOTEPHOI T€HOMUKH ).

IHATOJIOI'UA BHYTPUYTPOBHOI'O PABBUTUA

Kaaccudukanusa npuyuH NopokoB pa3sBuTHs yesioBeka (Jlaswok I 1.):
JHOreHHbIC IPHYMHBI (BHYTPeHHHE (PAKTOPbI):

1) u3MeHeHus HacIeACTBEHHBIX CTPYKTYp (MyTaIum):

— FeHOMHbIE (TTOJIUTUIONIUH, TPUCOMUU, MOHOCOMUH, YaCTUYHBIE UJIH MOJHBIE);

— XpOMOCOMHBIE (IYIUIMKAIlMM, TPAHCIOKAIUKM, WHBEPCUH, JEJCINH, KOJbIEBUIHbIC
XpPOMOCOMBI);

— T'€HHbIE

2) «mepe3peBaHue» MOJIOBBIX KIIETOK;

3) SHIOKpUHHBIC 3a00IEBAHNS;

10



11

4) Bo3pacTt poauTesnei (CIUIIKOM FOHBIM WA CTaphIN).
JK30reHHbIe NPUYMHBI ((PAKTOPHI BHELIHEl cpeabl):
1) puznyeckne GpakTopsl: paualOHHBIE, MEXaHHYECKHUE;
2) xuMu4eckre (GakTOpbl: JEKAPCTBECHHBIC BEIIECTBA, XUMHUECKUE BEIIECTBA, IPUMEHSIEMbIC
B OBITY U IPOMBIIIEIEHHOCTH, SHJIOKPUHHbIEC 3a00JICBaHNUS, THITOKCHS, HEIIOJHOLIEHHOE TUTAHHE;
3) 6uonornyeckue (HakTOpbl: BUPYCHI (BUPYC KPACHYXH, TOKCOIUIA3MBbI, IUTOMETATIOBUPYCHI U
Ip.), TPOCTEHIIIHNE.

IIaTorenes BpoA/IeHHBIX IOPOKOB Pa3BUTHUA

Bce Buapl MOBpEKAAIOMKUX BO3JAECUCTBUM 110 IIEPBUYHOMY MEXAaHU3MY MOXKHO PA3[e/IMTh Ha
JIBE TPYIIIBI:

1) reneTuveckre MOBPEXKICHHUS;

2) SUUTreHOMHbIE BO3/ICHCTBHS Uepe3 HEreHEeTHUECKHE MOJIEKYJISIPHBIE CTPYKTYPBI KIIETOK, T.€.
BCE THIBl HApyIICHUHA TUHAMUKA OOMEHA WJIM MOJEKYJSPHBIX CTPYKTYP Ha MOCTT€HETHYECKOM
YPOBHE.

Bce Buapl NEpBUYHBIX T€HETUYECKUX M AIUIEHOMHBIX HApYyUIEHUH IpU TepaToreHes3e
peanu3yroTca Ha OAHOM U3 IIECTU CTaaui pa3BUTH 3a4aTKa:

1) HapyIIeHHE KUZHECTIOCOOHOCTH KJIETOK,

2) HapylIeHHEe JeTepMUHAIUH,

3) HapylIeHue KJIEeTOYHOU nponudepanuu,

4) napyuerue auphepeHIINPOBKH,

5) HapylIeHHEe OpraHU3alui U MEXKJIETOYHBIX B3aUMOJICHCTBUH,

6) HapyIlIeHWe MUTPAIIUU KJIETOK U KJICTOYHBIX IJIACTOB.

[Ipeanonaraercs, 4YTO NEPBUYHBIA MOJEKYJISPHBIA MEXaHHW3M JIEWCTBUS TepaToreHa
MOJIHOCTBIO  MPEIONpPENeisieT KIETOYHYK CTaAul, Ha KOTOPOM MPOU3OMIET peaau3alus
IIOBPEXKICHMUS.

[lepBbIM  «BIIETIOHOM» KPUTHUYECKUX (aKTOPOB TeparoreHe3a SBISIOTCS HEKOTOphIE
(hepMeHTHI 3apoIbIIIeii (TUIOTe3a CEIEKTUBHON MOJICKYJIIpHON MuIleHu). JlokazaHo, 4TO MHOTHE
HauboJiee CUJIbHBIE TEPATOreHbl OTHOCATCS K THUIIMYHBIM CEIEKTUBHBIM aHTHAH3MMaM. [lepBuuHoe
BBIKJIIOYEHHE YH3MMa-MUILIEHN IPUBOJUT K PA3IMUHBIM IMOCIIEJACTBUS B 3aBUCUMOCTU OT (PYHKIUI
KaTajau3aropa.

KPUTUYECKHUE INEPHUOAbI PA3ZBUTHUSA (KIIP) — »T0 mepuoanl MOBBIIICHHON
YyBCTBUTEIBLHOCTU 3apOAbIMIed K JEHCTBHIO SHAO- M SK30TE€HHBIX MOBPEXKAAOIINX (HaKTOPOB.
Kputnueckue mnepuoabl COBMNAJAIOT C MEepHOJaMH Hambolee HHTEHCUBHOTO (OPMHPOBAHUS
OpPraHOB U CBSA3aHbl B OCHOBHOM C NEPUOAMYHOCTHIO MPOSBICHUSI MOPPOJIOTUUECKOW aKTUBHOCTH
A5Ep.

CKpHHMHT BPOKIEHHBIX IOPOKOB Pa3BUTHS

JUid mpeHaTaabHOrO0 CKPUHUHIA BPOXACHHBIX IOPOKOB Pa3BUTHs MPOBOASAT ONPEIEIICHUE
OMOXMMHYECKUX MapKepoB B MAaTEpPUHCKOW CBHIBOPOTKE KpPOBU B XO0JI€ 2-TO TpUMeECTpa
0epeMeHHOCTH, JUIs BBISIBIICHUS HAJTMYUS Y IJI0Ja CIEeTYIOIUX HapyILICHHHA:

— nedeKTsl IKToIepMBbl TU10/1a (AePeKThl HEPBHOU TPYOKH, 1e(heKThl OPIOLIHONW CTEHKN);

— XpOMOCOMHBIE abeppali 0/a, Haubosee BaXXHBIMU U3 KOTOPBIX SBISIIOTCA Tprcomust 21
napsl XxpomocoM (cunapom Jlayna) u Tpucomus 18 mapsl XpoMocoM (CHHAPOM DBapca);

— aKyLIEPCKUE OCIOXKHEHUS B X0/1€ 3-T0 TPUMECTpA.

Omnpenenenue ypoBHs a-(eronporenHa B marepuHckoil ceiBopotke (MC A®DII) ucnonb3yroT
B KayecTBE CKPUHUHIOBOro Tecta Ha jaedekr HepBHOW TpyOku (JAHT) mexny 16-oit u 19-oi
Heneneit 6epemernHoctu ¢ 1997 roma. Onpenenenne MC A®II, ucnons3yeMoe B OTIETBHOCTH,
1o3BoJIsieT BBIABUTH Ooniee 70% ciyqaeB /JIHT, a B komOuHaIMK ¢ yabpa3ByKOBBIM 00CIIeI0BaHHEM
— 0k0110 90%.

IIpuynnbl noeimenust yposass MC AIID:

— nedexTsl HepBHOU TPYOKHU
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— TO3JHUE POJBI

— BHYTPUMAaTOYHbIE KPOBOTEUECHHUS

— IUIALlEHTONATHS

— YTPOXKAKOIIUN BBIKUBIILI

— IepUHaTaJIbHAs CMEPTH

— MHOTOILJIOTHAsI OEPEMEHHOCTh

— rubesb 0IHOTO U3 YMOPHUOHOB IIPU MHOTOIIOAHON OEPEMEHHOCTH

— neeKT OpIOIHON CTeHKH

— TPUILIOU U

— BPOXJEHHBIN [MOYEYHBIN CUHIPOM

— TUrpoMma LIeu

— MaJIoBOJIUE

A®II, xopuonndeckuii roHagoTponud denoBeka (XI'U) m cBOOOIHBIN SCTPUOI SBISIOTCS
MapKepaMy, HCHOJb3YEMBIMH B 3TOM THUIIE CKPUHUHIA, a BO3pacT MaTepu  CIY)KUT
JOTIOJTHUTEIbHBIM CKPUHUHTOBBIM KPUTEPHUEM.

C 1998 r g OHEHKM CTENEHM pUCKAa BO3HUKHOBEHHUS CUHApoMa JlayHa HCIIOJIB3YIOT
oTpesieNieHUEe YPOBHS TpeX OMOXMMHUYECKUX MapKepoB, HanOoJiee TECHO CBSI3aHHBIX C CHHAPOMOM
Hayna: MC A®II, oOuiero XOpHOHHMYECKOTO TOHAJO0TponuHa uyenoBeka (obmero XIY) u
cBOOOJHOrO ACTPUOJIA, & TaKXKE YYUTHIBAIOT BO3pacT MaTepu. B mocnenHnee Bpemsl MCHOIb3YIOT
TaKXe ONpeAeTICHHEe BCIIOMOTaTeIbHOr0 Mapkepa cuHapoMom Jlayna — MHruOuHa A.

Xopuonnveckuii ronagorponu (XI'Y) sBisercs riaBHbIM ropMOHOM OepeMeHHOCTH. OH
MPOAYLUPYETCS KJIETKaMU CUHIMTHOTPO(00IacTa IIalleHThl U HEKOTOPBIMU OIYXOJISIMHU.

[Ipennonaraercs, uto ¢usznonoruueckoi ponpio XI'U sBisieTcs CTUMYNSLMS CHHTE3a
MPOTeCTEPOHA KENTHIM TEJIOM Ha PAaHHMUX CTagusx OepemeHHocTd. Cumraercs Takxke, yro XY
CTUMYJIUPYET CHUHTE3 TECTOCTEPOHA MYXKCKMMHU IOJOBBIMHM JKEJI€3aMHM IUIOJA U OKa3bIBAET
BO3JICHICTBUE HA KOPY HAANOYEYHUKOB YMOPHOHA.

Aabpa-peronporenn (ADPII) sBnsercs crnenupuueckuM QeTanbHbIM anb(a-riIo0yIuHOM C
MoJteKyJsipHbIM BecoM 65—70 kJIA. IlepBonauanbno A®DII BeipabaThIBaeTCs KEATOYHBIM MEIIKOM
9MOpHOHa, a ¢ 13-0i Helnenu — mMedeHblo Mioja. Ero KOHLEHTpalus NOCTENEHHO CHHUXKAeTcs K
MOMEHTY poJoB. B Teuenne nepBoro roga xus3Hu ypoBeHb ADII cHuxkaercss 10 OYEHb HU3ZKHX
3HAUEHUH, XapaKTEPHBIX JJIs B3pPOCIIOTO YEI0BEKa.

Bo Bpemsi ¢usnonoruueckoir 6epemeHHoctd ypoBeHb A®DII B aMHHOTHYECKOUN KUIKOCTH
CHIDKAETCS, @ B MATEPUHCKOM CBIBOPOTKE, HAIIPOTHUB, Bo3pacTtacT. YpoBeHb ADII, npesbimaromui
(U3MONIOrMYeCKUd BCEr/la CIYKMT IOKa3aTeJIeM HallM4Msl Cepbe3HbIX HapylieHui. OnpezneneHue
A®II B aMHHOTHYECKOH KUIKOCTH, MOJTYYEHHON MPU MYHKIMH IUIOAHOTO My3sIps Mexay 15 u 20
HeZensIMu 6epeMeHHOCTH, ¢ 70-X T0/0B HCIOJIb3YIOT JUIsl MPEHATAJIbHON JAMArHOCTUKH OTKPBITHIX
nedeKkToB He3apalleHuss HepBHOW TpyOku. Omnpenenenue ypoBHs A®PII B aMHHOTHUYECKOU
KHUJKOCTU TIPOBOJST TAKXKeE JIJISl BBISIBIICHUSI BTOPUYHBIX AHOMAJIUN pa3BUTHUS TUIOJA.

JCTPHOJ SBISAETCS TIABHBIM CTEPOMJHBIM TOPMOHOM, CHUHTE3UPYEMBIM IIIarneHTod. Ha
MEePBOM CTaIUU CHHTE3a, KOTOpasi MPOUCXOIUT B SMOPHOHE, XOJECTepHH, oOpa3ytomuiicsa de novo,
100 MOCTYMAIOUINI U3 KPOBU MaTepH, MPEBpaIlaeTcs B MPErHEHOJIOH, KOTOPBIN Cynbdatupyercs
KOpOH HaJAMOYEYHUKOB IUIOAA B ACTUAPOSNHAHIPOCTEPOH-CYIbGaT. ['MapokcminpoBaHue 3TOro
COEJMHEHUS B TEYEHH MO 16-TOJIOKEHMIO U OTUICTICHHE Cyibdara cyib(aTa3aMy IUIALEHTHI
MPUBOJUT K 00pa3oBaHuIo 3cTpHoia. [lockonbky B 00pazoBaHMM 3CTpUOSAa TPUHUMAIOT ydacTue,
KaK IUIOA, TaK M IJIAlleHTa, U3MEHEHUE YPOBHS 3CTPHOJIAa MOYKET CIIY)KUTh UJEAJIbHBIM TI0Ka3aTelIeM
GyHKIUHU QeToIIaleHTapHOW CUCTEMBI.

B MartepuHCKON KpOBH TOJBKO HEOONbIIAs YacTh 3CTPUOJIA LUPKYIUPYET B CBOOOTHOM
COCTOSIHMM, OCHOBHOE €r0 KOJMYECTBO HAaXOJUTCS B BHJE TIIOKYpOHHJA U cyiabpara. Bo Bpems
¢bu3noIornuecKoil 6epeMeHHOCTH YpPOBEHBb 3CTPHOJIa MOCTENEeHHO Bo3pacrtaeT 10 40-oi Henmenu.
[ToHM>KEHHBIN ypOBEHb 3CTPHOJIA WJIM €r0 Pe3Koe MaJieHHe CBUAETEILCTBYIOT O MaTOJIOIHYEeCKOM
cocTossiHuU Toja. OmnpeneneHue ypoBHEH 00IIero Wi CBOOOIHOIO 3CTPHUOJIA UCIONB3YIOT IS
MOHHUTOPHHTa OEPEMEHHOCTH.
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Bomnipocsl 11t CAMOKOHTPOJISI 3HAHUIA:

1. B 4em 3akirovaeTcst pa3iMuue HACIEACTBEHHBIX U BPOXKICHHBIX 3a00JIeBaHU?

2. KakoBo 3Ha4YeHHe HACIeICTBEHHOCTH B Pa3BUTUU MYJIbTH(PAKTOPUATbHBIX 3a001eBaHMi1?

3. KakoBo 3Ha4YeHHE KPUTHIECKHUX MIEPHOJIOB B MMATOJIOTHH YMOPUOHA U TuIoAa?

4. B ueM 3akiro4arOTCsi OCOOCHHOCTH TAaTOJOTMM IpOreHe3a, OyacroreHesa, 3MOpUOreHesa,
(deroreneza?

5. JlaliTe XapaKTepUCTUKY SHJI0- U SK30TCHHBIX nmpuuuH BIIP.

6. KakoBbl KJIETOYHBIC ¥ TKAHEBBIC MEXaHU3MBI TEpaTOTeHE3a?

7. OxapakTepusyiTe IposBICHUS THabeTUUECKOM SMOpHO- U (heTonaTuu.

8. Kakwue mporiecchl Jie)kaT B OCHOBE «II€PE3PEBAHUS MOJIOBBIX KIETOK?

9. KakoBo jeiicTBHEe HOHU3UPYIOIIETO U3JIy4YEeHUS HAa BHYTPUYTPOOHOE pa3BUTHE?

10. B 4em 3akiroyaeTcst 3THONOTHS U aToreHe3 (eTaabHOro aJIKOTOJIBHOTO CHHAPOMA?

11. KakoBa poiib BUPYCOB B IAaTOJIOTUU BHYTPUYTPOOHOTO pa3BUTHUsA?

12. B dyem 3akmrouaercs mNpodHUIAKTHKA WM JOPOJNOBAs JAMATHOCTHKA BPOXKICHHBIX IOPOKOB
pazButHs?

3apanus pas CYPC:

1. l'eHOTHUT, KOHCTUTYIHUS U COMAaTUYECKas TTATOJIOTHSI.

2. OcoOeHHOCTH MIIALEHTHl KaKk UMMYHHOTO Oapbepa.

3. CBs3b NATOJIOTUH TUIO/IA C BPSTHBIMH BIUSHUASMA HA OPTaHU3M MaTEpH.
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