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B nepBo¥i yactu nexkuun no npobnaeme «HacneacTBEHHOCTb, U3MEHYMBOCTb M NATO/IOrMS» (B HACTOSILLEM HOMEPE KypHa-
1a) aHanM3upyroTes Matepuasbl 06 3TUOIOMMKU, NaTtoreHe3e M MPOoSIBAEHNUSX HacaeACTBEHHbIX GOPM NaToa0rmmn: reHHbIX
1 XPOMOCOMHbIX. Bo BTOpO# YyacTu nekumuun (B caeayouem HoMmepe xypHania) 6yayT 06Cy»AeHbl COBPEMEHHbIE CBEAEHUS
06 aHOMa/IUSIX M0J10BbIX XPOMOCOM, 60/1€3HSIX C HAc/1eACTBEHHbIM MPEAPAacroNoKeHUeM, BPOXAEHHbIX MOPOKax pa3BuUTHS,
meTogax AMarHOCTUKM, TeYeHUsT M NPOPUNaKTUKM HaCcaeqCTBEHHbIX GOpM rnaTosorun. B KoHLe BTOPO# YacTu AeKkuun 6yayt
rpuBeAeHbI TECTbI M CUTYaLIMOHHbIE 3a/a4M /151 OLIEHKM YPOBHS yCBOEHUSI MaTepuana, a TakKe BapuaHTbl OTBETOB Ha HUX.

KnroyeBble cnoBa: MyTaumm, reHHble MyTaLmm U 60/1€3HN, XPOMOCOMHbIE abeppaLuu n 6071€3HM.

3Bonoums Bcex Gopm XKM3HM Ha 3emie cBs3aHa C ABY-
M dyHAaMeHTaNbHbIMW CBOMCTBAMU — HaCNEACTBEHHO-
CTblO U UBMEHYMBOCTbIO.

HacnepgcrBeHHOCTb — CBOWCTBO OpraHu3ma coxpa-
HATb M obecnedynBaTb Nepeaayvy MNPU3HaAKOB MOTOMKaM,
a TaKXe nporpaMMupoBaTb OCOBGEHHOCTU WX WMHAMBWAY-
aNbHOrO Pa3BUTUS B KOHKPETHbBIX YCNoBUsIX cpedbl. OTctoga
crneayerT, 4TO COCTOsIHME 300POBbS U HE3A0POBbA (60NE3HD)
SBASIOTCS pe3ynbTaToM B3anMOLENCTBUSA HaCNeACTBEHHbIX
M cpeaoBbix GaKTOpOoB.

HacnepgoBaHue — npouecc nepegayn reHeTMyecKom
MHPOPMaLMKM 0 NPU3HAKaX — OCYLLECTBASIETCS Yepes rame-
Tbl (B C/ly4ae NosioBOro pa3MHOXKEHMS) U Yepeld comaTnye-
CKMe KNETKM (Npr 6eCnosioM pasdmMHOKEHNN).

Hacnepyemoctb — 0151 GEHOTUMMYECKON M3MEHYU-
BOCTH, 0BYCNOBNEHHAA TEHETUHECKUMM PA3NUYUAMU MEXaY
oco6simu. MokasaTenb Hacnegyemoctv (h?) npeactaBisieT
Cco60M JOH0 y4aCTHS FeHETUYECKMX GaKTOPOB B 06LLEN (DEHO-
TUMUYECKON) NBMEHUYMBOCTM Npu3Haka. OB6bIYHO NMOKa3aTesb
HacneayeMoCTM PacCyMTbIBAIOT A1 KOJIMYECTBEHHbIX MpU-
3HaKOB: POCT, Macca Tena, apTepuasnbHoe AaBeHne, MIoKo-
3a nnasMmbl KPOBM U T. 4. 3Ha4yeHue h2=1,0 CBUWAOETENLCTBY-
€T O MOJIHOW FeHEeTUYECKOM AeTepMMHALMKM NpU3HaKa, npu
h2 = O BAUsIHWE HACNEACTBEHHOCTU He 0GHaPYKUBAETCS.

P.F. Litvitskiy

|.M. Setchenov First Moscow State Medical University

U3mMeH4YUBOCTbL — CBOMCTBO OpraHn3ma npuobpetatb
HOBble MPU3HAKM U OCOBEHHOCTU WMHAMBUAYANbHOIO pPas-
BUTUS, OT/IMYaloOWMECs ero OT PoAMTENbCKMX. BblaenstoTr
GEHOTUMNMYECKYIO (HEHACNEeACTBEHHYIO) M FTEHOTUMUYECKYIO
(HacneacTBEHHY) M3MeH4YnBoCTb (puc. 1). HoBble npwu-
3HAKW MOTYT CAYXWTb OCHOBOM AN 3BOMOUMWM BuAaa Mpu
YCNOBUWU UX HacneLoBaHus.

Mpn GeHOTUNNMYECKON U3MEHUYNMBOCTH HACNEACTBEHHbIN
MaTtepuasn He MeHseTcs: MUBMEHEHMS KacatoTCs TONIbKO Npu-
3HaKoB MHAMBMAA. OHM He nepedaloTcs MO HacneacTBy
Jaxe npv ONuMTEeNbHOM W/WUAW MOBTOPHOM BO3AENCTBUM
(Hanpumep, Npu 06psAAe MHULMALMKN Y HEKOTOPbIX HAPOJ0B
B BW/JE HaAHECEHMUS MOBPEXAEHWMN: 0OpPe3aHus KpamHen
nnotn, nepdopaumm HOCOBOW MEPErOPOAKM WK ry6, yaa-
NIEHUS KNbIKOB U T.[4.); UBMEHEHNE GOPMbI FPYAHON KIETKM
NpY HOLIEHUN KOPCETOB MKW yaaneHun pebep ¢ Lenblo Kop-
peKuun durypbl; MU3meHeHme Gopmbl CTOMbl MPKU UCMNONb30-
BaHWK Y3KOW 0BYBU U T.M.

MoanduUKaLuMOHHbIMKM  Ha3blBalOT GEHOTUMNMYECKME
U3MEHEHUs, KOTOopble MO CBOEW BbIPAXEHHOCTU HE BbIXO-
OAT 3a npegenbl AMana3oHa HopMbl peaKkuuu. Hanbonee
BblpaXX€HHO MOAUGDUKALMOHHAs M3MEHYMBOCTb MPOSIBASA-
eTcs Npu peakumax opraHn3ma Ha U3MeHeHWs GaKTopoB
cpefbl, Hanpumep yCloBUM MPOXKMBAHWSA B Pa3/IMYHbIX reo-

Heredity, mutability and pathology

The first part of the lecture on «Heredity, mutability and pathology», in which the problems of etiology, pathogenesis and clinical
manifestations of hereditary diseases (genetic and chromosomal) are analyzed, is published in the current issue of the journal. The
following issue of the journal will include the second part of this lecture, discussing modern information on sex chromosomes disorders,
diseases with hereditary predisposition, congenital malformations, and the questions of their diagnostics, treatment and prophylaxis. At
the end of the second part of the lecture you will find tests and clinical challenges for evaluation of learning level and also the answers
for afore-mentioned tasks.

Key words: mutations, genetic mutations and disorders, chromosomal aberrations and disorders.



rpadmn4eCcKmnx 30Hax, MHTEHCUBHOCTM COTHEYHOW pagnaLuu,
XapaKktepa nutaHmsa v T.4. B uenom, moaMdukaunoHHas
M3MEHYMBOCTb UMEET aanTUBHOE 3HAYEHHE.

DeHOKONMUMU — OAHO U3 MPOABIAEHUN MOAUDUKALIMOH-
HOM M3MEHYUBOCTM B OTBET Ha AencTBME PaKTOPOB Cpeabl.

TepMuH «peHoKoNns» MUcnonb3dyeTcs Ans 0603HaYEeHUs
npu3HaKoB, 601e3HeN, GPEHOTUMNOB WIN BPOXKAEHHbIX NOPO-
KoB pa3suTtusa (BIP), popmupylowmxcs nog Bo3gencTteuem
onpeneneHHblX ycnoBun cpedbl U GEHOTUNUYECKU (KIUHU-
YEeCKM) MOXOXKMX Ha HacneacTBeHHble GOpPMbl NATONOMUK.
Hanpumep, MuKpouedanus (yMeHbLLEHWE Pa3MePOB Yepena
M TONOBHOIO MO3ra), CoOnpoBoOXatoLlascs yMCTBEHHOW OTCTa-
NIOCTbIO U OnpeAeneHHbIMU HEBPONOrMYECKUMK HapyLle-
HUAMMW, MOXKET ObITb NEPBUYHOM UM BTOPUYHOW. epBrYHas
(MCTUHHaSA, reHeTMyecKas) MUKpoLedanma xapakTepusyertcs
nepBuYHbIM HEAOPa3BUTUEM FONIOBHOIMO Mo3ra. BropuyHas
(noXkHas, HereHeTUYeCKas) xapaKTepu3yeTcs paHHUM 3apa-
LWEeHNEM YepenHblX WBOB. B 060Mx cnydyasix MHOTME KIAUHMK-
YecKue nposiBiAeHWs, METOAbl Tepanuu, NCUXonoro-negaro-
rMYECKOMN KoppeKLmu, peabunutaumm n agantauum 60bHbIX
BecbMa CX0Xu1. O4HaKo Npu peleHrMn Bonpoca o NOBTOPHOM
pUCKe poXKaeHWs B60NbHOro pebeHka HeobXxoAMMO TOYHOe
3HaHWe NPUYKUHBI NaTONOMMKN B AAHHON CEMbE.

Mpu reHoTUNU4YecKon (MM HaAcNeaCTBEHHOW) USMEH-
YUBOCTHU OTK/IOHEHMS NPOUCXOAST B reHoMe. B 3aBUcUMOCTH
OT BUAa KNETOK (MN0JI0BbIE UM COMATUYECKME) C UBMEHEHHOMN
HacneacTBEHHON MHPOpPMaLMENn BblAENSA0T reHepaTUBHYO
N COMaTUYECKylo N3MeH4YMBOCTb. feHepaTUBHaA U3MEHYU-
BOCTb XapaKTepu3yeTcs U3MEHEHWSIMU B HaCNEeACTBEHHOM
annapate rameT. ComaTuyecKas U3MEH4YUBOCTb 3aK/ioYa-
eTca B MoaMdUKauMKM HacnefCTBEHHOrO matepuana Heno-
NIOBbIX K/IETOK Tena (CcoMaTU4ecKune KeTku). [eHepaTuBHas
M comaTMyecKass UISMEHYMBOCTb MOryT GbiTb MyTaLMOHHOM
N KOMOUHaTUBHOW.

MyTauMoHHaA M3MEHYUBOCTb ONnpefenseTcs MyTauu-
el — YCTOM4YMBbIM U3MEHEHUEM FEHETUYECKOro MaTepurana
W KaK cnefcTeBve — Hacnenyemoro npusHaka.

Kom6uHaTUBHaA M3MEH4YMBOCTb BO3HWKaeT BClej-
CTBME Clly4YanHOW KOMOMHaUMKU POAUTENbCKUX annenenm B
reHoTune NoTomMKoB. Camu reHbl NpU 3TOM HE U3MEHSIoTCS,
HO reHOTUMbl poauTENen U aeTen pasnnyHbl. MexaHMamamu
KOMOGWHATMBHOM M3MEHYMBOCTM SBASIOTCH: He3aBUCUMOE
pacxoxaeHne XpoMocoM B Meno3e, peKoMOUHaLUus reHoB
NpW KPOCCMHIOBEPE U CNyyYanHasa BCTpeya rameTt npu ono-
LOTBOPEHMU.

MpeppacnonoKeHHOCTb K 60JIe3HAM

B cBS3K C NOCTOSAHHbLIM pacLUMPEHNEM TEPPUTOPUM 0OU-
TaHUS U YBENMYEHUEM YMCcna GaKTOPOB, BAMSIOWMX Ha Yeno-
BEKa, BO3HMKAIOT CUTyallMn, Korga nonesHble B onpeaeneH-
HbIX YCNOBMSX COYETAHUS KOHKPETHbLIX HOPMaslbHbIX FEHOB
He obecneynBatoT oNTMMasbHbIX YCIOBUI QYHKLMOHUPOBA-
HUS opraHM3ma. 3To NPUBOAUT K TOMY, YTO HeGnaronpusaTHoe
coYyeTaHuWe «<HenaToreHHbIX» FfeHOB MOXET CTaTb OCHOBOM pas-
BUTKSA BONE3HEN C HAacNeaCTBEHHbIM NpeapacnofioKeHUEM.

3TUOJIOIUSA U NATONEHE3

HACNEACTBEHHbIX BOJIE3HEN

MHULUManbHbIM 3BEHOM MaToreHe3a HacleACTBEHHbIX
60/1e3HEN ABNAIOTCA MyTaUMWM — HapyleHUs CTPYKTYpbl
reHOB, XPOMOCOM WM/ UBMEHEHME UX YKUCha.

MyTauyuu

TepMHH «MyTaLus» MPUMEHSIOT B BYX 3HAYEHUSX — pac-
LIMPEHHOM W Yy3KOM. B pacluMpeHHOM 3HayYeHWU TEepPMUH
«MyTaLMs» OTHOCHAT KO BCEMY reHeTMYeckomy maTepuany
(napa HyKneoTWaoB, TeH, LMCTPOH, annenu, XPoMOCOMbI,

Puc. 1. Buabl n3MEH4YNBOCTH

| Buabl nI3MeH4MBOCTH |

! !

deHoTUNMYecKas | [eHoTMNMYeCcKas (Hacneagyemas) |
(HeHacnepyemas,
MoAndUKALIMOHHASN) J/ J/
J/ |Cow|amqec+<aﬂ| | [eHepaTBHas |
| deHoKonuu
| MyTaLuunoHHas |
| Kom6uHaTnBHas |

A0EPHbIA U MUTOXOHAPUANbHBIN reHoM). B y3KoM 3HayeHun
TEPMUH «MyTaLMs» OTHOCAT K UBMEHEHUSIM Ha YPOBHE reHa
(B 3TOM cnydyae M3MEHEHUs XPOMOCOM 0603HavaloT TepPMU-
HOM «abeppauus»).

MyTareHbl

MyTareHbl (Kak W Bbi3blBaeMble UMW MyTalLlMK) noapas-
LensioT No MNPOUCXOXKAEHUIO (MCTOYHWMKY) Ha 3SHAOrEHHble
W 9K30reHHble, a No Npupoje — Ha bdU3MUYECKUE, XUMUYe-
CKMe U BUONOTUYECKHE.

OK30reHHble MmyTareHbl. VIx 60/1blLIMHCTBO: K HUM OTHO-
CATCA pas3/iM4Hble U MHOrOYUCNIEHHbIE GaKTOpbl BHELWHeN
cpeabl (Hanpumep, pagvaLUoHHOE U3NyYeHUe, anKUInpyio-
LMe areHTbl, OKUCIUTENN, MHOTWE BUPYChI).

OHporeHHble myTareHbl. OHX 06pa3yloTCsA B npoLecce
U3HEAeATeIbHOCTU OpraHnM3ma (Hanpumep, Mytauum MoryT
BO3HUKaTb NOJ BAUAHUEM CBOOOAHbLIX PaMKanoB v MPoayK-
TOB /IMNONEPOKCHAALMN).

dusnyeckne myrtareHbl. My ABNASIOTCA MOHU3UPYIO-
ee U3ny4yeHune (Hanpumep, PEHTFEHOBCKOE, a-, B-, y-Nly4H,
HENTPOHbI, U3NyYeHWe pafMOaKTUBHOIO pajus, pafoHa,
M30TONOB Kanud, yrnepoga, ynstpaduonetoBoe U3nyyeHue
M T.4.). K MyTaumMam MoXeT npuBecTy BO34ENCTBUE Ype3MEpP-
HO BbICOKOWM MW HWU3KOW TemmnepaTypbl.

Xumuyeckne mytareHbl. 3TO camas MHOroYUCleHHas
rpynna MytareHoB. K HUM OTHOCATCS: CU/IbHbIE OKUCAUTENN
WM BOCCTAHOBUTENN (HANpUMep, HATPaTbl, HUTPUTbI, aKTUB-
Hble GOPMbl KUCNOPOJA); anKUIUpYloWKUe areHTbl (Hanpwu-
Mep, nofaleTramup); nectuumabl (Hanpumep, repouuuab,
GYHrMUMAbl); HEKOTOpble MulieBble A06GABKK (Hanpumep,
apoMaTU4yecKue YrneBOoLOPOAbl, LMKNamaTtbl); MPOAYKTbI
nepepaboTku HedTU; opraHUYecKMe pPacTBOPUTENM; NeKap-
CTBEHHbIE CPEACTBa (HanpuMep, LLUTOCTaTUKK, CoAepKallne
pTYyTb CpeacTBa, UMMYHOAENPECCAHTbI).

Bunonorudeckue myrareHbl. [lppmepamu nx MoryT 6biTb
BUPYCbl (KOPU, KPACcHyxu, rpunna v ap.), NpoAyKTbl MeTabo-
NM3Ma UAn aHTUreHbl HEKOTOPbIX MUMKPOOPraHM3MOoB.

Buabl myTaumin

MyTtaumu noapasnenstorT Ha HECKONLKO rpyrnn B 3aBUCH-
MOCTHK OT WX MPUYUH, BUAA KIETOK, B KOTOPbLIX OHW BbiABJIE-
Hbl, UX NOCNEACTBUM, MacluTaba U3MEHEHUIN FTEHETUYECKOIO
mMaTepuana (puc. 2).

Mo npuyunHe, BbI3BaBLIEN MyTaLuu, Ux AuddepeHLmpyoT
Ha «CMOHTaHHbIe» N UHAYLIMPOBaHHbIE.

«CMOHTaHHbIe» MyTauMM BO3HUKAIOT MNOL BIAUSHUEM
€CTECTBEHHbIX MyTareHOB 3K30- WM 3HLOMEHHOro npouc-
XOXAeHUs, 6e3 crneunansHoro (LeneHanpasieHHoro) BmeLla-
TeNbCTBa YenoBeKa. TakMe MyTaLMu BO3HWKAIOT, Hanpumep,
B pesy/nbTaTte JeNCTBUA XMMUYECKUX BELLECTB, 06pa3yloLLmnxcs
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Puc. 2. Buabl mytauui

Buabl myTaumin

o BMay KIETOK, B KOTOPbIX

Mo npuymHe Mo 3Ha4eHuto Mo «ypoBHIO» («MacLuTaby»)
npousoLna mytaums
«CnoHTaHHbIe» ComaTtunyeckune | [aToreHHble | |HeF1Tpaanb|e| | [eHHble | | [eHOMHble |
| MHAOyuMpoBaHHble | [ameTnyeckne BnaronpusTHble XpOMOCOMHbIE

B npoLecce MetTabon1M3ma; BO31eMCTBUSA eCTECTBEHHOMO pOoHa
paguaummn nnm YO-usnydyeHuns; owmnboK penankaumm u 1. a.

UHayuMpoBaHHbIe MyTaL MM Bbi3blBAOTCA HanpaBfeH-
HbIM BO3AENCTBMEM (QAKTOPOB BHELWHEW WMAN BHYTPEHHEW
cpepbl. MHOyLMpoBaHHbIM MyTaLMOHHbIA Npouecc, B CBOKO
oyepenb, MOXET OblTb KOHTPOSMPYEMbBIM WM HEKOHTPONU-
pyembiM. KoHTponupyemble MyTauuu BbI3blBAOT LieNeHa-
npaBfiEHHO: Hanpumep, B 3KCNEPUMEHTE C LieNbl0 U3YyHEeHUS
MeXaHM3MOB MyTareHesa W/unv ero nocneacTBun. HeKoHT-
pofivpyemMble MyTauuu pa3BMBAOTCA Cly4anHO, Hanpumep
npu BbIGpOCe paAMOaKTMBHbLIX 3/IEMEHTOB B cpeay obuTta-
HUS NPU aBapusax Ha aTOMHbIX 3NEKTPOCTAHLMAX, BOEHHbIX
06bEKTAX WU B IKCMEPUMEHTaNbHbIX 1TabopaTopusX.

Mo BMAY KNEeTKMU, B KOTOPOM Mpou3olsia myTauusa, ux
[eNsT Ha rameTUYecKne 1 comaTuyecKume.

FameTnyeckne mMyTaLynm BbiBNSIOTCA B NOJOBbIX KIET-
Kax. OHM HacneayloTcs NOTOMKaMM U, Kak npasuio, o6Hapy-
YXMBAIOTCS BO BCEX KNETKax opraHu3ma.

ComaTu4yeckue MyTayMM TNPOUCXOAAT B HEMNONOBbIX
COMAaTUYECKMUX KNIETKaxX opraHu3ma W NnposiBNSIOTCH TONbKO
y TOro MHAMBKAA, Y KOTOPOro OHWM BO3HUKAIOT. TN MyTalumu
nepenaoTcs TONbKO AOYEPHUM COMATUYECKUM KneTKam npwm
UX [OENEeHUN U He HacneaylTcs cneaylolmnm MOKOJIEHUEM
nHanBuaa. Ecnv comaTtnyeckas Mytauusa BO3HWKAET Ha paH-
HUX CTaaMsx Apo6eHUs 3UroTbl (HO He MEPBOro ee AeNeHus)
BO3HWKAET HECKONbKO KNETOYHbIX JIMHUM C pPasfNnyHbIMK
reHoTMnamu («knetovyHass Mo3auKa»). Hem paHblle B OHTO-
reHese MnpoucxoauT coMaTtuyeckas mytauus, Tem 6osblie
KNEeTOK COAEPXMT TaKylo MyTaumio. [Mogo6Hble opraHM3mbl
noNlyYnnnM Had3BaHME MO3auyHbIX. Y YeloBEKa MO3auLn3Mm
Hanbonee xapaKTepeH 415 NOMOBbIX XPOMOCOM.

Mo 6MoNOruYecKomMy 3HaA4Y€HUI0 BbIAENSIOT MNaToreH-
Hble, HENTpasnbHble U 61aroNpPUATHbIE BUAbI MyTaL M.

MatoreHHble MyTauMmn NPUBOAAT NGO K rMbenn amopu-
OHa (unn nnoaa), N0 K Pa3BUTUIO HACNEACTBEHHbIX U BPOX-
[eHHbIX 60Ne3HEN.

HevitpanbHble mMyTayuu OObIHHO HE BIIMAIOT Ha XU3-
HeaeaTeNbHOCTb OpraHM3ma (Hanpumep, MyTauuu, Bbi3bl-
BalollMe BECHYWKW, M3MEHEHME LiBETa BOJIOC, PafyXHOW
0060J104KM rNasa).

Puc. 3. MexaHn3Mbl FreHHbIX MyTaLui

BbnaronpuaTHble MyTaLMK MNOBbILIAIOT XKWM3HECNOCOo6-
HOCTb OpraHuM3ama WauM Buaa (Hanpumep, TEMHas OKpacka
KOXHbIX MOKPOBOB Y KUTENen aPppUKaHCKOro KOHTUHEHTA).

Mo «macwTaby» U3MeHeHU reHeTM4eCcKoro Mmatepua-
na MyTauMu noapasfensioT Ha reHHble, XpOMOCOMHbIE MK
reHOMHble.

leHHble (TOYKOBbIE) MyTaLMuM TNpPeLCcTaBnfAlOT COOOM
U3MeHeHUs MoneKkynsipHon cTpykTypbl AHK. HekoTopble
M3 3TUX UBMEHEHWUW HEe OKa3blBalOT BAMAHUSA Ha GYHKUMIO
COOTBETCTBYIOLLErO NoiMnenTuaa (Hanpumep, 3aMeHa HyKse-
OTWMAOB, HE MpUBOAALLAS K 3aMeHe aMWHOKMCIOTbl B CUy
BbIPOXAEHHOCTU FEHETUYECKOro KoAa). 3HauuTeNbHas YyacTb
TOYKOBbIX MyTauui HapywaeT «byHKLMOHMPOBaHME» reHa
WU NPUBOOMUT K Pa3BUTUIO FEHHbIX (MOHOTEHHbIX) 601E3HEN.
DEeHOTUNNYECKN TeHHble 60fe3Hn Haubonee 4acto Npo-
SABASAIOTCS HapylWeHUsSMu MeTabonuama (Hanpumep, GeHun-
KETOHypus, HenpodmMbpomMaTos, MyKOBUCLMAO3, MblleYyHas
anctpoous AoweHHa—bekKkepa). XpoMocoMHbIe MyTayuHn
(abeppaynm) xapaKTepu3ylTCHd WU3MEHEHWEM CTPYKTYpbl
OTAENbHbIX XPOMOCOM, @ FreHOMHblE — WX Yyucna.

leHHble myTauum

Mo xapaKTepy M3MEHEHUW B COCTaBe reHa B peaysib-
Tate MyTauMh pasfnnMyaloT HECKONbKO WX Pa3HOBWMAHOCTEW
(puc. 3).

[eneuunss o3HayaeT ytpaTy cermeHta [OHK pasmepom
OT OAHOrO HyK/AeoTMAa A0 reHa; AynavKauumsa — yaBOeHue
WAM NoBTOpHOe aybnupoBaHue cermeHta [AHK oT ogHoro
HyK/leoTMaa A0 LeNblX FeHOB; MHBEPCUS — NOBOPOT Ha 180°
cermeHTta JHK pasamepom OT ABYyX HYKNeOoTUAOB A0 dparmMeH-
Ta, BK/OYAIOWEro HECKONbKO MEeHOB; MHCEpUMs — BCTaB-
Ky ¢parmeHToB [AHK pasmepom oOT OAHOro HyKneotuaa
[10 LLeNIoro reHa; TpaHcBepCcHus — 3aMeHy NypuMHOBOMO OCHO-
BaHMA Ha NTMPUMHUAMHOBOE MK, HA06OPOT, B OAHOM M3 KOAO-
HOB; TPAH3ULMA — 3amMeHy O4HOro MyPUHOBOro OCHOBaHMS
Ha Apyroe nypnHOBOE MAK OLHOIO NMUPUMULMHOBOIO Ha ApYy-
roe B CTPYKType KoAoHa.

Mo nocneACTBUMAIM FeHHbIX MyTaLMK MX Kiaccudwu-
LUMPYIOT Ha HeWTpasbHble, PerynsaTopHble U AMHaMUYeCKUe,
a TaKKe Ha MUCCEHC- U HOHCEHC-MyTaLMHK.

OCHOBHbIE MEXaHU3MbI FEHHbIX MyTaLui

Heneuus
cermeHTa JHK

[Oynnvkauus
cermeHta HK

MuBepcus
cermeHTa JHK

WHcepums
cermeHTta HK

TpaHcBepcua
OCHOBaHuw

TpaH3unuus
OCHOBaHuM




Puc. 4. Buabl XpOMOCOMHbIX MyTaLUi

Bvabl XpOMOCOMHBIX MyTaLMi

|

|

| BHYTPUXpPOMOCOMHbIE | | MeXXpoOMOCOMHbIe |
Oeneuns MHBepcun [Adynnukaums PeunnpokHble ««Llercl;algl:;ceﬂoe» HepeuunpokHble

HedTpanbHasa myTtaynsa (Monyallass MytTauns) He nmeet
GEHOTUMMYECKOrO BbIPaXKEHUs (Hampumep, B pesynbraTte
BbIPOX/AEHHOCTU FEHEeTUYEeCKoro Koaa). MucceHc-myTaums
npeacraBnser coboi 3amMeHy HyKneoTuaa B KOAMpYyloLen
4yacTu reHa. 310 NPUBOAMUT K 3aMeHE aMUHOKMCOTbI B NMOK-
nentuae. HOHCeHC-MyTauMs O3Ha4vyaeT 3aMeHy HyK1eoTu-
Ja B KOAMPYIOLLEN YacTv reHa, NpuBoAsalyto K o6pa3oBa-
HUWIO KOAOHa-TepMMHATOpa (CTON-KOLOHA) M MPEKPaLLEHUIO
TpaHCAAuMu.

PerynsitopHass myrayusi pacrnonaraetca B 5'- uniu
3'-HeTpaHcIMpyeMbix 061acTax reHa. Takas myTtauusa Hapy-
LaeT NpoLLece IKCNPeCCUn reHa.

AnHammuyeckne mytaumm 06YCNOB/EHbI YBEINYEHUEM
yucna TPUHYKNEOTUAHbBIX NOBTOPOB B GYHKLIMOHANBHO 3Ha-
YMMbIX YaCTAX reHa. TakMe myTauuu MOryT MPUBECTM K TOP-
MOXEHUWIO MW 6n0Kajae TPaHCKPUMLUWUKU, NPUOBPETEHUIO
6eNKOBbIMW MONEKYlaMKU CBOWCTB, Hapywalowmx WX Hop-
MaslbHbl METab0IN3M.

XpomMocoMHble MyTaLuu (abGeppaLum)

XpOMOCOMHble MyTaluWKn (abeppalnn) XapaKTepusyoT-
€A aHOMaslbHOM CTPYKTYPOM OTAENbHbIX XPOMOCOM B CBS-
31 C U3BMEHEHMEM B HWX YMUCAA WAW MONOKEHUSA TEHOB.
MocnenoBaTeNbHOCTb HYKNEOTUAOB B reHax Npu aToM 06blY-
HO He MeHseTcs. [eHeTu4yecKkuin gucbanaHc B XpOMOCOME,
KaK npaBwuno, narybHo CKa3blBaeTCcs Ha pa3BUTUM OpraHus-
Ma. Buabl XpOMOCOMHbIX abeppalmil U nx MexaHn3Mbl Npea-
CTaBneHbl Ha puc. 4.

PasnnyatloT BHYTPUXPOMOCOMHbLIE, MEXXPOMOCOMHbIE U
M30XPOMOCOMHble abeppauuu.

BHyTpMxpomocoMHble abeppaumm OBHapyKMBaloTCa B
npegenax ToNbKO OAHOM XPOMOCOMbI. K HUM OTHOCAT Aene-
LMW, UHBEPCUU W aynanKauuu.

Aeneuusa npeacraBnser cobon yTpaTy 04HOMo M3 yyacT-
KOB XPOMOCOMbI (BHYTPEHHEr0 WKW TEPMUHANbHOrO), 4TO
MOXET CTaTb MPUYMHOMN HapyleHus ambpuoreHesa U Gop-
MWUPOBAHUS MHOXECTBEHHbIX aHOMaauUin Pa3BUTUS (Hanpwu-
Mep, Aeneuns B permoHe KOPOTKOro njaeya XpoMoCOMbl 5,
o603HavYaemMast Kak 5p—, NPMBOANT K HEAOPA3BUTUIO ropTa-
Hu, BIP cepaua, oTcTaBaHUIO YMCTBEHHOIO pa3BuUTUS). ATOT
CMMMTOMOKOMMAEKC 0603Ha4YeH KaK CUHAPOM Kollaybero
KpWKa, NOCKOMbKY Yy GONbHbIX AETEW M3-3a aHOManuu rop-
TaHW Naay HanoOMUHAaET Kollaybe MAyKaHbe.

UHBepcusa 3aknoyaeTca BO BCTpauBaHuu dparmeHTa
XPOMOCOMbI Ha NpeXXHee MeCTo nocse ero noBopota Ha 180°.
B pesynbraTte HapylwaeTcs NOPsAOK PacnoNOXKEHNS reHOoB.

Aynaukauusa o3HayaeT yaBoeHue (MW YyMHOXKeHue)
KaKoro-n1M6o yyacTka XpoMocoMbl. Hanpumep, Tpucomus no
KOPOTKOMY MNJievy XPOMOCOMbI O MPUBOAMT K NOSABIEHUIO MHO-
*ecTBeHHbIX BIP, BKtovas MuKpouedanuio, 3aaepKy Gpusn-
YEeCKOro, NCUXMYECKOro U MHTENNEKTYaNbHOIO PasBUTHS.

MeXXpoMOCOMHbIE aGeppauumn XapakTepusylTcs
o6MeHOM dparMeHTaMm MexXay HErOMONOrMYHbIMU XPOMOCO-

Mamu. AT abeppaumun NonyYnIv HasBaHWe TpaHCNOKaLUN.
Pa3nuyaloT TpyM BapuaHTa TPaHCAOKALWMW: PELMNPOKHbIE
(o6bmeH dparmeHTamy ABYX XPOMOCOM), HepeLunpoKHble
(mepeHoc pparmeHTa 0AHOM XPOMOCOMbI Ha APYryto), po6epT-
COHOBCKME (COeANHEHNE ABYX aKPOLEHTPUUYECKUX XPOMOCOM
B pavioHe UX LEeHTPOMEP C MOTEPEN KOPOTKMX Mey; B pe3y/b-
TaTe ob6pasyeTcs 0O4Ha MeTaLleHTPUYeCcKas XxpoMocoMa BMe-
CTO [IBYX aKPOLIEHTPUYECKMX).

U3oxpomocomMHble abGeppauumn XxapaKTepusylTcs
o6pa3oBaHMEM OAMHAKOBbLIX, HO 3epPKasbHO PAaCMOIOXKEH-
HbIX (GparMeHToB [BYyX Pa3HbIX XPOMOCOM, COAEPKaLLIUX
OAHW 1 Te e Habopbl reHoB. ATO NPOUCXOAMT B pedynbrate
nornepeYyHoro paspbiBa XpoOMaTuz Yepes LLeHTpomepbl (0TCHo-
[a pyroe ux Ha3BaHue — LIEHTPUYECKOE COELUHEHME).

U3MEHEHUA TEHOMA

[eHOMHblE MyTauuu (puc. 5) 3aK4aoTCd B USBMEHEHUH
4yucna XpoMocoM. Y YenoBeKa onucaHbl NOANMIOUAUA (B T. 4.
TeTpanaIonans v TPUNIOUANS) U aHeyNIoUans.

Monunnouaua o3HavyaeT yBenuyeHue yucna Habo-
pPOB XPOMOCOM, KpaTHoe raniongHomy (3n, 4n, 5n u T.4.).
MpUyYnHaMK 3TOro Yalle BCEro SBASIOTCA ABOMHOE OMN0LO0T-
BOPEHME W OTCYTCTBME MEPBOr0 MEWOTUYECKOrO AeNeHMs.
Y yenoseKa NonuNIONaKS, a Takxe 60/bLUMHCTBO aHeynIou-
[AWN NPUBOAAT K NIeTanbHbIM UCXOAAM.

AHeynnouaunsa npeactaBngeT co60M MU3MeHeHUe (YMeHb-
LeHWe — MOHOCOMMUIO UK YBEJIYEHNE — TPUCOMMIO) YMcna
XPOMOCOM B AUMIOMAHOM Habope, T.e. UBMEHEHUWE, HE KpaT-
Hoe rannougHomy (2n+1, 2n-1 1 T.4.). AHeynnonans ABns-
eTcy CneicTBUEM OLHOro M3 [ABYX MexaHM3moB: 1) Hepac-
XOXAEHUS XPOMOCOM (BCE XPOMOCOMbI B aHadase oTxoaar
K OZHOMY MOJIOCY; Npu 3TOM 06pas3yloTcs ABe raMeThl: 0fHa
N3 HUX UMEET NIMLLHIOI XPOMOCOMY, @ ipyrast — HET), 2) «aHa-
da3Horo orcraBaHus» (B aHadasze ofHa W3 ABUMKYLLMXCSA
XPOMOCOM OTCTaeT OT BCEX APYruX, YTO W MPUBOAMUT K ee
«aedULnUTYy» — aHeyrniouann).

Tpucomusa o3Ha4aeT HaMyne Tpex roMosIorMYHbIX Xpo-
MOCOM B KapuoTtune (Hanpumep, B 21- nape, npuBoasdLiee
K pa3Buthio cuHapomMa [ayHa; B 18-i nape, nposiBasiollee-
ca cuHapomom daBapAca; B 13-i nape, obycnoBnuBaioLlee
pasBuTHe cuHapoMa aTtay).

MoHocoMUA XxapaKTepU3yeTcd Hanu4ymem ToSIbKO OAHOM
M3 [BYX FOMOJIOTMYHbIX XPOMOCOM. [1pM MOHOCOMWM MO
060N U3 ayTOCOM HOpMasnbHOe pa3BUTUE IMOPUOHA HEBO3-

Puc. 5. Buabl reHOMHbIX MyTauum

| Buabl reHOMHbIX MyTaLui
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| Monunnongus (3n, 4n, ...) | | AHeynnouamsa (2n £ 1)
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HenpepbiBHOE NpodeccuoHanbHoe oGpa3oBaHue

MOXHO. EAMHCTBEHHAs COBMECTUMAs C M3HbIO MOHOCOMMUS
y 4yenoBeKa (Mo xpomocome X) NPUBOAMT K Pa3BUTUIO CUH-
apoma LWepelweBckoro—TepHepa (45, X0).

Buabl 6one3Hen, Bbi3biBaeMbIX
W3MEHEHUSIMU B reHoMe
Moaxoabl K anddepeHUnpoBKe BMAOB 60/1€3HEN, BbI3bl-

BaeMblX M3MEHEHUSIMW B reHoMe, NpuBEAEeHbl Ha puc. 6.

OCHOBHbIMWU  KpUTEPUAMU ANDDEPEHLMPOBKU ABASIOTCS:

1) BUA MyTaHTHbIX KIETOK U, ciefoBaTeNbHO, BKNaa Hacnesa-

CTBEHHbIX (aKTopoB u/unu 2) BKNag ¢$aKTopoB cpefdbl.

B 3aBMCMMOCTVM OT BMAA NEPBUYHO MOPAXKEHHbIX KIETOK

BbIAENAIOT cneaytolime rpynmnbl 601e3Hen:

e BbI3BaHHble MyTaLMAMMK B MOMOBbIX KNETKax UaK «rame-
TUYECKME», T.€. HacneAacTBEeHHble 60Ne3HU (Hanpumep,
PEHUNKETOHYPUS, remModunmm). AT 601e3HK nepeaatoT-
€S MO HacneAcTBy;

e 006YyCNOB/IEHHbIE MYTaLMAMM B COMaTUYECKMX KNeTKax
WAK «COMaTMYecKMe» (Hampumep, OMyxonu, HEeKoTopble
60Ne3HM MMMYHHOM ayTtoarpeccuu). 3T 3aboneBaHus
He nepeaalnTCcs MO HacneacTBy OT OAHOrO OpraHuama
apyromy,

e BbI3BaHHble KOMOWHALMEN MyTaLMi B NOMOBbLIX U COMa-
TUYECKMX KNeTKax (Hanpumep, cemMenHas pPeTUHO-
6nactoma).

NMPEACTABJIEHUA O NNETAJIbHBIX,
CYBJIETAJIbHbIX U TMMONEHUTAJIbHbIX
BOJIE3HAX, BbiI3BAHHbIX UBMEHEHUAMM

B FrEHOME

JleTanbHble GONIE3HU XaPaAKTEPUIYIOTCS TaKUMU U3Me-
HEHWAMW B reHOMe, KOTOopble Bbl3blBaloT rmbenb nnoaa
BO BPEMS BHYTPUYTPOOGHOro pasBuTUS (Hanpumep, npwu
MOHOCOMWW MO ayTocoMaMm, raniouanu, npu 60NabLNHCTBE
NOAUMAOUANN).

Cy6neTtanbHble 60/1e3HU BbI3bIBAOTCA rEHETUYECKUMMU
OTKJIOHEHUSMU, NPUBOAALLMMHU K TM6ENn MHANBKUAA 4O Nepu-
oAa ero nosoBoro CO3pPeBaHMA U BO3MOXKHOCTU MMETb
NOTOMCTBO (Hanpumep, HacneacTBEHHbIE UMMYHOAEDULMUTI
TMNa arammarno6yiMHeMUK LWBENLAPCKOro Tnna, CUHAPOM
Nyn-bap, HeKoTopblie remodunmm).

MMnoreHuTanbHble 60/1I€3HU CoYeTaloTCd C 6ecnno-
onMem (Hanpumep, cuHapombl LlepeweBckoro—TepHepa,
Knanndensrepa).

B 3aBMCMMOCTM OT pOAM HacneLCTBEHHOCTU U cpefbl
B BO3HWMKHOBEHMM 3a6071€BaHNI BbIAENSIOT YETbIPE UX rpyn-
nbl: 1) cO6CTBEHHO HacneAacTBEHHble 60/1e3HU (ABAAIOTCA
cneicTBUMEM MyTaLMK); 2) 3KOreHeTMYeckue 60ne3HU (pas-
BMBAIOTCH BCMEACTBME MyTauMW MNoA BAMSHMEM creunodu-
yeckoro dakrtopa cpeabl); 3) 60/1€3HM reHETUYECKON npea-
pPacnonoXeHHOCTN (BKNag reHEeTUYECKUX WM3MEHEHUN KaK

Puc. 6. Buabl 60n1e3Hel, Bbi3biBaEMbIX UBMEHEHWUAMU B FreHOMeE

daKTopoB puCKa o4yeBuaeH); 4) 60/1e3HU, Bbi3biBaeMble
daKTopaMn BHELWHEN cpeabl (CTPOro rosops, ata rpynna
60ne3Hen He OTHOCUTCA K HaCNeACTBEeHHbIM, T.K. BKiag
reHeTUYeCcKMXx GaKTOpoB B WX BO3HMKHOBEHWE, pa3BuTUE
M nUCXod MOXKET OblTb KparHe MasnblM, COMHUTENbHbIM MK
HENU3BECTHbIM).

HacnepcrBeHHble 60n€3HU. [pryMHamMu Mx 9BASIOTCS
MyTalLMn B raMeTax (FreHHble, XPOMOCOMHbIE, FTEHOMHbIE). ATH
60/1€3HM XapaKTepU3ylTCH OTHOCUTENIbHO BbICOKOW MeHe-
TPAHTHOCTbIO MYT@HTHOro reHa. PaKTopbl BHELWHEN cpe-
[bl CyLWEeCTBEHHO HE BAWSAIOT HA BO3HWUKHOBEHWE, HO MOryT
MoamduumpoBaTb MX KIMHMYECKOe TeyeHue. [Mpumepamu
TakuMx 3aboneBaHWM MOryT OblTb MOHOTEHHble (PeHusKe-
TOHypus, remodunnum A n B, myKononucaxapuaosbl, ranak-
TO3eMUSA, TemMornobuHonaTtum) M XPOMOCOMHbIE GOPMbI
natonornun (cuHapombl [ayHa, LepeweBcKoro—TepHepa,
Knanndensrepa, Tpucommu X).

JKoreHeTU4YecKue 60a1e3HU. BO3HMKAIOT Npu AeNCTBUMK
Ha OpraHW3Mm TONIbKO onpedeneHHoro (cneunduyeckoro)
daKTopa cpefbl, Bbi3blBaOLWEro reHHble MyTaunu. Mpumepbl:
aHeMus Yy MHAUMBWAOOB, reTepo3unroTHbiXx no HbS npu cHu-
*eHun pO, BO BAbIXaeMOM BO3fyxe; MocTaHecTeTUYecKoe
anHoa noj BAUSIHUEM CYKCaMETOHMS M3 Tpynnbl Aenons-
PU3YIOLWNX MUOpenakcaHToB nepudepuyeckoro AencTBus;
reMosiu3 3pUTPOLMTOB Npu npueme cynbdaHnnaMmmnios (Npm
nedekTe rnKo30-6-pochataernaporeHassl).

Bone3Hn reHeTUYEeCKOW npeapacnosioKeHHOCTHU
(MHoOrogaKkTopHble 6GOJIe3HU) pa3BMBAIOTCA TONbKO MoA
OENCTBMEM MHOXeCTBa PaKTOPOB BHELLHEN cpebl Ha opra-
HWU3M, NPeapacnoiOKEHHbIN K 3TUM 3ab60NEeBaHUAM.

Heo6xo4MMbIM YCNOBUEM UX PA3BUTUA ABASIETCA FEHETU-
YEeCKMU [OeTepMUHMPOBaHHas MpeapacnoNOXEeHHOCTb WMHAM-
BMAa K HUM. CTeneHb NpeapacrnonoKEHHOCTU Y PasinYHbIX
WHAMBUAOB MOMET OblTb pa3HOW: cnaboun, yMepeHHOM Wunu
BbICOKOW. B cBA3M C MHOXKECTBOM GaKTOpOB, BHOCSLLMX BKNa4
B pa3BuTMe 3aboneBaHus, 3TM 60Ne3HM Ha3biBaAKOT TaKxe
MHOrodaKTopHbIMU. [Tpnmepbl: nwemmyeckas 601e3Hb cepa-
La, runeptoHMyeckas 60/1e3Hb, caxapHbli AMabeT, ncopuras,
LWM30bpeHNs, a3BEHHas 60ne3Hb XenyaKa.

Bones3Hu, Bbi3biBaemble paKTopamu cpepbl. [1puyn-
HaMW MX SBASIOTCS BO3AENCTBUSA GAKTOPOB BHELWIHEN U BHY-
TpeHHen cpeabl (MHOEKLMOHHbIE U HEMHPEKLMOHHbIE; PU3K-
YECKOM, XMMUYECKOM 1 BUONOrM4ecKon npupoabl). Mpun atom
reHeTMyeckne ¢GaKTopbl HEe BAWAIOT Ha BO3HWKHOBEHMWE
60/1€3HK, HO OnpeaenstoT 0COO6EHHOCTU ee TevyeHus (BO3-
MOXHOCTb OC/TOXXHEHWI, BblPaXEHHOCTb aAanTUBHbIX peaK-
LMK, CTENEHb PE3UCTEHTHOCTU opraHMama, 3GPEeKTUBHOCTb
neyenus wn gp.). Mpumepbl: 60AbWMHCTBO MHPEKLMOHHbIX
6051€e3HeN, MHOrMe TpaBMbl U NOCTTPaBMaTUYECKMUE COCTOS-
HWS; 60NE3HW, BbIBBaHHbIE XUMUYECKUMU areHTamMu, B T.u.
NIeKapCTBEHHbIMKU CPeACTBaMM.

| Buabl 60n1e3HeN, BbiI3BaHHbIX U3BMEHEHUSMW B FEHOME

|

|

| 1o BUAY MyTaHTHbIX KNETOK | |

Mo ponu daKTopoB HacnNeaCTBEHHOCTU U cpefibl B MX BOZHUKHOBEHWU

Co6CTBEHHO
HacneacTBEHHblE

Comatu-
yeckue

Kom6uHu-
poBaHHble

fameTtn-
yeckue

BosHuKalowme npu gencteunm BosHuKatowme
N Bbi3biBaeMble
onpeaenexHHoro daxktopa npwv gencTemmn baKTopamH
cpefbl Ha NpeapacnoNiOXKeHHbIN onpeaeneHHoro cpens
opraHuam daKkTopa cpefbl




HACNEACTBEHHBIE ®OPMbI NATOJIOTMHA

HacnepnctBeHHble 60NE3HU XapaKTEPU3YIOTCA TEM, YTO
OHW nepeaatoTcst OT poauTener NOTOMKaM 4Yepes MosioBble
KNeTKW. HU¥Ke NpUBOANTCSA XapaKTePUCTUKA HAacNeACTBEHHbIX
GOpPM NaTONOrMKU: FEHHbIX N XPOMOCOMHbIX 60ONe3HeNn, 3a60-
NIEBaAHUM C HaCNEACTBEHHBLIM MPEAPacrnoNOXKEHNEM, BPOXK-
JIEHHbIX MOPOKOB Pa3BUTUS, METOAOB AMArHOCTUKK Hacnes-
CTBEHHbIX 3a60/EBAHWI, @ TaKXe NMPUHUMMNOB WX Tepanuu
N NPObUNAKTUKN.

leHHble 60n1e3Hun

B KaTtanore HacnefactBeHHbIx 60ne3Hen yenoseka (OMIM,
Online Mendelian Inheritance in Man; http://www.ncbi.
nim.nih.gov/Omim/) nepeuuncneHo 6onee 4200 MOHOreH-
HbIX 60Ne3Hen, Bbi3blBAEMbIX MYyTaLUMSAMW OMpPeAeeHHOro
reHa. s 3Ha4yMTENbHOIO YMca MOPaXKeHHbIX FreHOB MAeH-
TUOULMPOBAHbI Pa3Hble anfenun, YACI0 KOTOPbIX A1 HEKO-
TOPbIX MOHOFEHHbIX 60IE3HEN AOCTUraAET AECATKOB U COTEH.
Ba)XHO MOMHWTb, YTO TaKoM NOAMMOPOU3M MOParKEHHOIO
reHa MOXET NPMUBECTHU (M YaCcTO MPUBOAMUT) K Pa3HbIM KIUHK-
YecKnm heHoTUNam B paMKax 04HOM MOHOreHHOW 601e3Hu.

B 3aBuCMMOCTM OT QYHKLMOHANBbHOIO Kiacca u3me-
HEeHHOro nonunenTuaa (6enKn CTPYKTYpHble, GEePMEHTHI,
peuenTopbl, TpaHCcMeMbpaHHble NEPEeHOCUYNKM U T.4.) Aena-
I0TCA MOMbITKM AndpdepeHUnpoBaTb MOHOIEHHbIE GOSIE3HM
Ha HECKONbKO KnaccoB. B HacTosuee Bpemsi 04eBUAHO,
4YTO MYT@HTHbIE TEHbl, KOAupylwmne bepMeHTbl, NPUBOAAT
K pasBUTHIO 3H3MMOMNATUN, Hanbonee YacTo BCTpeYatoLmxcs
MOHOIEHHbIX 60Ne3HEN.

[ns no60ro MOHOreHHOro 3aboneBaHns CyLLEeCTBEHHOM
XapaKTEPUCTUKOW SBASETCA TUMN HaclefoBaHWS: ayTOCOMHO-
AOMMWHAHTHbIM, ayTOCOMHO-PELLEeCCUBHbIN, CLEMNEeHHbIN C
XPOMOCOMOW X (QOMWHAHTHbIA U PELECCUBHbIN), rONaHapu-
YECKMI (CuennieHHbIM ¢ XpoMocoMoKn Y) U MUTOXOHAPUab-
HbIM (pUc. 7).

KnuHnyecKkne nposiBNEHNS MOHOTeHHbIX 601e3HeN 3aBu-
CAT OT MEHETPaHTHOCTM M SKCMPECCMBHOCTU reHa. [leHe-
TP@HTHOCTb OLIEHMBAETCsl MO MPOLIEHTY MEePEeHOCYUKOB, Y
KOTOPbIX O6HapyxunBaloTcid (GEHOTUNUYECKME MNPOSIBNEHUSA
HacneacTBeHHOro 3abosieBaHuKs, Bbl3BaHHbIE 3KCMpeccuen
MYTaHTHOIO reHa: ecnv BbIIBASETCA XOTS Obl OAWH MPU3HaK
WA cUMNTOM 60Me3HU, TO CYMUTaeTCsd, 4To (eHoTUnnye-
CKMe NPOosIBIEHUS reHa nmetotces. NeHeTpaHTHOCTb BO MHO-
romM 3aBWCUT OT BO3AeNCTBMA (PaKTOPOB BHELWHEN cpe-

Puc. 7. Buabl reHHbIXx 60n1e3Hen

Obl. Hanpumep, y nayMeHToB — retepo3unrot ¢ aedbuumtom
rMIOK030-6-docdaTt aernaporeHasbl reMonm3 3pUTPOLIMTOB
NPOWUCXOANT TONbKO MOA BAMSIHWEM OKcuAaHTOB. Cnepyet
NMOMHWTb TaK}Ke, YTO MPU HEKOTOPbIX 6ONE3HAX UX CUMNTOMbI
NosiIBASIOTCA NWWb B 3pesiom Bo3pacTe. [103ToMy roBOpUTb
0 MNEHETPAHTHOCTU MYTAHTHOIO reHa MOXHO MPU 4OCTUKEHUMU
WHOMBMAYYMOM OMNpeaeneHHoro BospacTta.

OKCMPECCMBHOCTb OMUCLIBAET CTEMEHb BAUSHWUA reHa
Ha GpEeHOTUN. AKCNPECCUBHOCTb ONpeaenseTcs BUAOM U TXKe-
CTblO CUMNTOMOB M 3aBUCUT OT BO3pacTa, Npu KOTOPOM BO3-
HWKJIO 3abosieBaHue.

TepMUHbI «4OMUHAHTHbIN» U «pPELECCUBHbIVN» XapaKTepu-
3yl0T GEHOTUM, KOTOPbIN OonpeaenseTca annefbHOW napou.
Mpn 601€3HSX C peLEeCcCUBHbIM TUNOM Hac/efoBaHUs GeHo-
TUN reTepo3nroTbl MOXKET HE OTAMYaTbCH OT HOPMbl (MMETb
cnabble NposiBNeHns 3aboneBaHns UM He UMETb UX BOOO-
we). Mpn 60ne3HSIX ¢ JOMUHAHTHBIM TUNOM Hac/lefoBaHUS
nauneHTbl B reTEPO3UTOTHOM COCTOSIHUM MMEIOT MpaKTuye-
CKM Ty e KapTuHy 3abosieBaHus, 4TO U 60/bHblE€ B FOMO3M-
FOTHOM COCTOSIHMM. BaxKHO, 4TO nposiBieHns 3abonesBaHus
y TOMO3UroT 6onee Taxesble, YeM Yy reTepo3uror. B cBasu
C 3TUM MOSIBMNIOCH NOHATME O MNONYAOMUHAHTHOM MM YacTuy-
HO JOMWHAHTHOM TUMNE HacneaoBaHUA 60Ne3HEN.

AYTOCOMHO-AOMWUHAHTHbIN TUN

HACJIEQOBAHUA

AyTOCOMHO-AOMWHAHTHOE HacnegoBaHWe MnaTonoruu
MMeeT psaa 0COB6EHHOCTEN: OAMH M3 poauTeNnen nauueHTa,
KaK npaBwuso, 60/1eH (MCKIIOYEHMEM ABNASAIOTCS BPOXKAEHHbIE
cnyyau, Koraa 3aboneBaHue SBASETCS pe3ynbTaToM BhepBble
BO3HUKLIEN MyTaLMK); BbIPaXEHHOCTb M KOIMYECTBO MPOSIB-
JIEHUIM NaTONOrnK 3aBUCAT OT AENCTBUA PAKTOPOB BHELIHEN
cpepabl; YacToTa NaToNOMMK Y JIULL MYXKCKOMO W EHCKOro nona
OAMHAKOBA; B KaXKAOM MOKONEHMU MOTYT poauTbCs 6O0sb-
Hble AeTu (3TOT NPU3HaK 0603HaAYaeTCsad KaK BEPTUKaNbHbIN
XapaKTep pacnpocTpaHeHUs 60/1e3HK); BEPOSTHOCTb POXK-
[eHns 6onbHOro pebeHka paBHa 50% (He3aBMCUMO OT Nofa
pebeHKa 1 Yynucna 6epeMeHHOCTEN MaTepK); HEMOPaXKeHHbIe
YNeHbl CEMbM, KaK MpaBuio, MMEIT 340POBbIX MOTOMKOB
(MOCKOMbKY HE UMEIOT MYTaHTHOIO reHa).

Mpumepamn 6one3Hen C ayTOCOMHO-AOMMUHAHTHbLIM
TUNOM HacnegoBaHus MOryT 6biTb cMHAPOM MapdaHa, remo-
rnobunHo3 M, xopess XaHTUHITOHa, MOSIMMNO3 TONCTOM KWILL-
KW, ceMenHas runepxonectepuHemus, Henpopubpomartos,

Buabl reHHbIx 601e3Hen B 3aBUCMMOCTH OT TUMNa UX HacneaoBaHUs

[JOMWUHaHTHbIE, PeueccuBHble,
AyTOCOMHO- AyTOCOMHO-
cLenneHHble cLenneHHble [onaHapuyeckune MuToXoHApHanbHble
[IOMUHaHTHbIE peueccuBHble o -
C XpoMocomMow X C XpoMocomom X
Mpumepbr:

Monugaxktnnus [anakTo3emus PaxwuT, ycTon4uBbIi femodunmun A, B MN36bITO4HOE ATpodUS 3pUTENBHOrO
CuHapom MappaHa DeHUNKETOHYPUSA K BUTamMuHy D [ansToHn3m OBOJIOCEHME YLLUHbIX HepBa Jlebepa
MnepxonectepuHemus emMorno6uHo3 S Poto-nuue- Mnorammarno- paKoBUWH QHuedanonatus
cemenHas ANbOUHU3M nanbLeBbll CUHAPOM  BYNIUHEMUS A3oocnepmus MUTOXOHAPHanbHas
Hewpodunbpomaros [NMMKOreHo3bl ®poHTOHa3anbHas MblweyHas Anunencus
[emorno6vHos M MyKoBUCLMA03 ancnnasus ancTpodus MWOK/OHabHas
Xopest XaHTUHITOHa AnpeHoreHuTanbHbii  KatapakTta AoweHHa Kapanomuonatus
Monunosa Toncroro CUHAPOM
KULIEYHUKA Mnepnuno-

npoTENHEMUSA
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Puc. 8. PogocnoBHas ¢ ayTOCOMHO-AOMUHAHTHbLIM TUMOM
HacnefoBaHUsa 601e3HU

1 2 3 4 5
MPOBAHL,

lMpumeyvaHme. Kpyr — non XEHCKUI; KBagpaT — NoJl MYXCKOW;
TEMHbIW KPYr U/unu keagpat — 60/bHOW.

Puc. 9. PofocnoBHas ¢ ayTOCOMHO-PELLECCUBHBIM TUMOM
HacnefoBaHUs 601e3HU

lNpumevarume. Kpyr — non eHCKUIN; KBagpaT — NoJT MYXCKOW;
TEMHbIW KPYr U/unu KBagpat — 60/1bHON; HAUCKOCb NepeYepKHyTbIH
TEMHbIW KPYr u/uUnu KBagpaT — ymepLui 607bHOMN.

Puc. 10. PogocnoBHasi ¢ JOMUHAHTHBIM X-CLEMNIEHHbIM TUMOM
HacnefoBaHWs 60/1e3HU

NPOBAH/[,

lpumedaHne. Kpyr — non XeHCKU; KBagpaTt — Mos MYXCKOW;
TEMHbIW KPYr U/unu keagpat — 60/1bHOW.

nonnaakTuams. PogocnoBHas naumeHTa ¢ ayToOCOMHO-A0MMU-
HaHTHbIM TUMNOM naTtofnorMm (cuHapoma MapdaHa) B naTu
NMOKONIEHUSX MpeAcTaBieHa Ha puc. 8.

AYTOCOMHO-PELLECCUBHbIN TUN

HACNE[QOBAHUA

OCO6EHHOCTAMMW ayTOCOMHO-PELIECCMBHOIO HacnenoBa-
HUS ABASIOTCS cnegylowue: poauTenn 601bHOr0, Kak npa-
BWNO, 300POBbI; 3TO 3abosieBaHNEe MOMKET 0OHapyKMBATbCH
Wy APYrMX POACTBEHHWKOB, HaMpUMep y ABOIOPOAHbLIX MK
TpopoAHbIX 6paTbeB (cecTep) 60/IbHOr0; B rOMO3UIOTHOM
COCTOSIHUM MpOsiIBNEHUss 60ne3Hn 60nee OJHOTUMHbI, YeMm
B reTepo3uroTHOM B CBS3M C BbICOKOW MEHETPaHTHOCTbIO
NaToreHHOro reHa; CMMNTOMbl 60/1€3HU 06bIYHO BbISIBAS-
loTCH yXe B AETCKOM BO3pacTe; YacToTa NaTofiormMu y auL,
MYXCKOIO WM YKEHCKOro rnona paBHasi; B POAOCNOBHON naTo-
orMa NposiBASEeTCS «MO FOPU30HTaNM», 4YacTo Yy CWUOCOB;
3abofieBaHMe OTCYTCTBYET Y €AMHOKPOBHbLIX (AE€TM OOHOro
OTLa OT pa3HbIXx MaTepen) U eanHOYTPOOHbIX (AeTU OAHOM
MaTepu OT pa3HbiXx OTLOB) 6paTbeB U cecTep; NosiBieHne
ayTOCOMHO-PEeLLECCUBHOM NaTOIOMMKU BO3MOMXKHO 60/ibllie Npu
KPOBHOPOACTBEHHbIX GpaKax 3a CYeT 60/bluen BEPOSATHO-
CTU BCTpPEYM [ABYX CyMpyroB, retepo3uroTHbIX MO OAHOMY
M TOMY e MaTOoNoOrMYecKoMy anfento, NoNy4eHHOMYy OT KX
obuiero npegka. Yem 6osnblue cTeneHb poacTBa Cynpyros,
TEeM 3Ta BEPOSATHOCTb BbILUE.

TUANYHBIMKM NpUMepaMn 6one3Hen ¢ ayToCOMHO-peLec-
CMBHbIM HacnegoBaHMEM SBASIOTCH  (QEHUNIKETOHYPUS,
aflpeHOreHnTaNbHbIM CUHAPOM, KOXHO-IMa3HOW albOUHU3M,
ranakTo3emMus, [IMKOreHo3bl, MNEPNNONPOTEMHEMUH,
MyKOBMCLMAO03. PoaocnoBHass ¢ ayToCOMHO-PeLEeCCUMBHbLIM
TMMNOM HacneaoBaHWUA MyKOBUCLMA03a B YETbIPEX MOKONEHH-
X NpeacTaBneHa Ha puc. 9.

CLEEMJIEHHOE C XPOMOCOMOM X-AOMWHAHTHOE

HAC/NEQOBAHME

BaxHbIMM OCOBGEHHOCTAMM AOMWHAHTHOrO TUMa Hacne-
[10BaHUs 60n1e3Hen, CLENNEHHbIX C NOIOM, ABASIOTCS: nopa-
eHne 3aboneBaHMeM UL, U MYXCKOIO M YKEHCKOro nona,
HO XEHLWMH B 2 pasa Yalle; npu 3TOM Y MyXX4YMH OTMeYaeTcs
6onee TAXKeNoe TeyeHne 3aboneBaHus; nepegada 60neLmm
MYXXYMHOWM NaTONOrM4YEeCKOro annens BCEM A04YEPAM U TONbKO
Jl04epsiM, HO He CbIHOBbAM (MOCKONbKY CbIHOBbSI MOJy4atoT
OT oTua xpomocomy Y); nepeaadya 60/1bHOM KEHLLMHON 3a60-
JIeBaHUS U CbIHOBbAM M 104EPSIM C PaBHOM BEPOSATHOCTbIO.

Mpumepamu 3aboneBaHnin ¢ JOMUHAHTHbIM X-CLENIEH-
HbIM TMNOM HacneaoBaHUS MOTYT CNYXWTb OoAHa U3 GopMm
runopocdatemMmm C¢ AOMWMHAHTHbIM X-CLEMEHHbIM TUMOM
HacnegoBaHUa BUTaMWH-D-pe3UCTEHTHbIM paxuT, 6ONEe3Hb
Llapko—Mapu-Tyta X-cuenieHHas AOMWHaHTHas, poTo-
nuue-nanbueBor cuHApoM Tuna |. PogocnoBHas ¢ Takum
TUMNOM HacneaoBaHMA BUTaMUH-D-pe3UCTEHTHOro paxuta
B YeTbIpeX NOKOEHUAX NpeacTaBneHa Ha puc. 10.

CLLENJIEHHOE C XPOMOCOMOM X-PELLECCUBHOE

HACNEQOBAHUE

K uncny Hanbonee 3Ha4MMbIX NPU3HAKOB 3a601EBaHUN C
peLecCcMBHbIM HacnegoBaHWeEM, CLEMNEHHBIM C X-XPOMOCO-
MOW, OTHOCHT crieayloline: 60bHbIE AETU POXKAAOTCS B 6pa-
Ke y GeHOTUNMYECKM 3[40POBbIX poauTenewn; 3aboneBaHue
HabnoAaeTcs NOYTU UCKIIOYUTENBHO Y SINL, MYXXCKOro nona,
a MaTepu NauMeHTOB ABASIOTCS 06AMraTHbIMKM HOCUTENbHU-
LamMK NaToNOrMYecKoro reHa; CblH HUKOrAa He Hacnegyet
3aboneBaHve OT OTUA; Y HOCUTENbHWULbI MYTAHTHOrO reHa
BEPOSATHOCTb pOXAeHuUs 60/bHOro pebeHKa paBHa 25%
(He3aBUCMMO OT Nosa HOBOPOXKAEHHOr0), BEPOSITHOCTb POXK-
neHns 601bHOro Manbyuka coctaBnseT 50%.



Mpumepamu 3aboneBaHnn C peueccuBHbIM X-CUEnneH-
HbIM TWUMOM HacnegoBaHUs MOryT ObiTb: remoounua A,
remodunmua B, X-cuenneHHass peueccuBHas 60/IE3Hb
Wapko—Mapun—TyTa, AanbTOHM3M, MbllleYyHas AUCTPO-
dua [OwoweHHa—bekKepa, cuHapom KannbmaHa, 6051€3Hb
XaHTepa (MyKkononucaxapuaos Ttuna ll), runorammarnoo6y-
nuHemus bpytoHa. PogocnoBHasa ¢ 3TUM TUNOM HacnegoBa-
HUSA (remodunum A) B YETbIPEX MOKOJSIEHUAX MpeacTaBfieHa
Ha puc. 11.

FONAHAPUYECKUHA, WU CLENNEHHBIA

€ XPOMOCOMOM Y TUN HAC/IEAOBAHUSA

Oco6eHHOCTAMM HacnegoBaHWs NnaTonoruu ¢ Y-cuensnen-
HbIM TUMOM SIBASIOTCH: Nepedaya Npu3Haka OT OTua BCEM
CbIHOBbSIM M TONIbKO CbIHOBbSIM; JOYEPU HUKOr4a He Hachne-
OyloT Npu3HaK oT oTua (T.K. Y HUX HeT Y-XpoOMOCOMbl);
«BEPTUKaNbHbIN» XapaKTep HacnegoBaHusa npuaHaka; 100%
BEPOATHOCTb HacNefoBaHUS AN19 UL, MYXKCKOMO Mona; reHsbi,
OTBETCTBEHHbIE 3a pa3BUTWE NATONOrMYECKOro npusHaka,
NIOKann3oBaHbl B XpoMocome Y.

Mpumepbl NpuM3HaKoOB, Nepedalowmxcsa no Y-cuenneH-
HOMY TWMY HacneAoBaHUSA: TMMNEPTPUXO3 YLHbIX PAKOBKMH,
M36bITOYHbIM POCT BOJIOC Ha cpedHux danaHrax nasnbLeB
KUcTen, asoocnepmms. PogocnoBHas ¢ Y-CLENIEHHbIM TUMOM
HacnegoBaHUs M36bITOYHOrO OBOJSIOCEHUS YLIHbIX PaKOBMH
B YeTblpex NOKONEeHUAX NpeacTaBneHa Ha puc. 12.

MUTOXOHAPUAJIbHOE HACJIEAOBAHME

BaHbIMM OCOGEHHOCTAMU MWUTOXOHAPWAIbHOIo TUNa
HacnefoBaHUs MaToONOrUKM SABASIOTCA: HanMyMe MnaTonoruu
y Bcex aeten 60/ibHOM MaTepu; poXKaeHUe 340PO0BbIX AeTewn
y 60/1bHOMO OTUA M 340POBOM MaTepu. ITU 0COBEHHOCTU
O6DBACHATCS TEM, YTO MWUTOXOHAPWUM HacneaylTcs TOMbKO
OoT mMaTepu. [Jonsa OTLOBCKOr0O MWTOXOHAPWANbHOIO reHomMa
B 3urote coctaBnsetr AHK ot O go 4 mutoxoHApuK, a maTte-
puHcKoro reHoma — HK npumepHo o1 2500 MUTOXOHAPUNA.
K ToMy e nocne oniogoTBOPEHNS pPeniMKaLuuns OTLOBCKOM
OHK 6nokupyeTtcs.

B HacTosllee BpemMs reHOM MWTOXOHAPWUM CEKBEHMU-
poBaH. OH coaepunT 16569 nap OCHOBaHWM U KOAUPYET
ase puéocomHble PHK (12S u 16S), 22 TpaHcnopTHble
PHK n 13 nonunentnaoB — cybbeanHul, dbepmMeHTaTuB-
HbIX KOMMIEKCOB OKWUCAUTENbHOrO GocdopunmpoBaHums.
[dpyrve 66 cybbeauHWL, AblXxaTeNbHOW LENU KOAMPYHOTCH
B f4pe.

Mprmepbl 601€3HEN C MUTOXOHAPUAbHBIM TUNIOM Hacsne-
[0BaHUA (MUTOXOHAPHUaNbHblEe 601€3HM): aTpoPUa 3pUTESb-
Horo HepBa Jlebepa, cuHapoMbl Jles (MUTOXOHAPWanbHas
MHoaHuedanonatus), MERRF (MMOKNIOHMYECKas anunencus),
KapguMomuonaTtus gunataunoHHas cemenHas. PogocnoBHas
nauneHTa ¢ MUTOXOHAPHaNbHbIM TUMOM HacneAoBaHMs NaTo-
normn (atpodus 3putenbHoro Hepsa Jlebepa) B 4eTbipex
NOKONEeHUAX NpeacTaBieHa Ha puc. 13.

NMPUMEPbI MOHOTEHHbIX EOJIE3HEM,

HAUBOJIE YACTO BCTPEYAIOLLUXCHA

B KIMHUYECKOM NMPAKTUKE

dDeHUNKeToHypua

Bce ¢dopMbl GEHUNKETOHYPUU SGBASAIOTCA Pe3ynbTaToM
HeaoCTaTOYHOCTM psada depmeHToB. WX reHbl TPpaHCKPUOU-
pyloTCSl B renatoumTax U HacneayrTcs no ayTOCOMHO-peLec-
cuBHOMY Tuny. Hanbonee yactags dopma PEHWUIKETOHYPUM
BO3HMKAET Mpu MyTaumsax reHa deHunanaHnH-4-MOHOOKCHU-
reHasbl (beHunnanaHunH-4-rugpoxkcunasa, GpeHunnanaHnHasa).
CaMbli pacnpoCTpaHEHHbIM TUM MyTauuMW — OAHOHYKIEO-
TUAHbIE 3aMeHbl (MMCCEHC-, HOHCEHC-MyTaLuMW M MyTaLuK
B CalTax CriiancuHra).

Puc. 11. PofocnoBHas ¢ peueCccuBHbIM X-CLENIeHHbIM TUMOM
HacnefoBaHWs 601e3HU

NMPOBAHL,

MpumevaHne. Kpyr — non KeHCKWU; KBagpaTt — Mos MYXCKOW;
TEMHbIN KpYr U/vnn KBagpat — 60/IbHOMN.

Puc. 12. PogocnoBHas ¢ Y-cLeneHHbIM (ronaHapu4ecKnm) TMnom
HacnefoBaHWs 60/1€3HU

3 74
MPOBAH

lMpnmevaHme. Kpyr — MOn XEHCKUIN; KBagpaT — MNOJT MYXCKOW;
TEMHbIN KpYr U/vnn KBagpaTt — 60/IbHON.

Puc. 13. PogocnoBHasi ¢ MUTOXOHAPWaAbHbIM TUMOM HacneaoBaHUs
60ne3Hun

NMPOBAHL,

lMpumevaHne. Kpyr — Non XEeHCKUI; KBagpaTt — Mos MYXCKOW;
TEMHbIN KpYr U/unv KBagpaT — GO0NbHOWN.
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Benyuwee natoreHeTM4ecKoe 3BEHO PEHUNTKETOHYPUN —
runepdeHnnanaHMHEMmUS C HaAKOMIEHNEM B TKaHSX TOKCH-
YeCKMX NpPoAyKTOB MeTabonmnama (GeHUINMPOBUHOrPaLHON,
PEHUNYKCYCHON, GEHUIMONOYHON M APYTMUX KETOKMUCAOT). ATO
BeaeT K nopaxeHuto LHC, HapylweHunio GYHKLMKU NeYeHw,
obmMeHa 6enKoB, JIMMO- U TUKONPOTEMHOB, MeTabonnsma
rOPMOHOB.

MposiBnaeTca GEeHWUIKETOHYPUS MOBbIWEHHOW BO36Y-
OMMOCTbIO U TMNEPTOHYCOM MbilL, runeppedsiekcuen wu
CyAoporamMu, nNpu3HaKaMu anfieprmyeckoro gepmartuTta,
FTMNONUIMEHTaLMEN KOXW, BONOC, PaAYKKMW; «MblILUWNHbIM»
3anaxoM MOYM W noTa, 3afeprKKOM MCMXOMOTOPHOro pas-
BUTUSA. Y HeneyeHbix aeten dopmupyetcss mMukpouedanus
M YMCTBEHHas oTcTanoctb. C 3TUM CBSAI3aHO Apyroe Ha3BaHue
60n1e3HU — PeHunnmnpyBaTHas oMroppeHus.

JleyeHne GeHUNKETOHYPUM NPOBOAMTCS C MOMOLLbIO Ane-
TOoTEPAnUK (UCKIIOYEHUE UM CHUMEHME COAEPKAHMSA B NULLE
deHnnanaHuHa). uety Heo6xoanMMo cobatoaaTb C MOMEHTa
YCTAHOBMIEHUS AMarHo3a (nepBble CyT MNOCNEe POXKAEHWS)
M KOHTPO/IMPOBATb COAEPKaHWEe deHunanaHnHa B KPOBM
He meHee 8—10 ner.

CuHpgpom MapdaHa

Yactota cuHgpoMa MapdaHa HaxoauTcs B AuanasoHe
1:10000-15000. Hacnepyetcss CMHOAPOM MO ayTOCOMHO-
LOMUHAHTHOMY Tuny. MNpUyYnHa cMHApOMa — MyTauus reHa
dubpunnunHa (FBN1). NoeHTudumumnpoBaHo okono 70 myTa-
LMW 3TOro reHa (NpemMmyLLecTBEHHO MUCCEHC TMNa). MyTauum
pasnnyHbIX 3K30HOB reHa FBN1 BbI3blBalOT pa3Hble name-
HeHus GeHoTUNna — OT YMEPEHHO BbIParKEHHbIX (CYOKINHK-
YECKMX) A0 TAXKeNbIX.

MposiBnsetca cuHapom MapdaHa reHepanm3oBaHHbIM
nopaxKeHWeM CoeanHUTENbHON TKaHM (MOCKONbKY GUBpUN-
JIMH WKWPOKO MNpeAcTaBNeH B MaTpPUKCE COEeAMHUTENbHOWM
TKaHW KOXM, NIErKWUX, COCYAOB, MOYEK, MbIWL, XPSLLEN,
CYXOXWJINM, CBA30K); MOparKeHWeM CcKefneTa, BbICOKUM
pPOCTOM, AMCMAPOMNOPLMUOHANBHO AJIMHHLIMU KOHEYHOCTS-
MU, apaxHOAAKTUIMEW, MOParKEHUAMU CepaedHHO-CoCyau-
CTOM CUCTEMbI, paccianBaloLLMMUCS aHEBPU3MaMM aopThl,
nponancoM MUTPaNbHOro KnamnaHa, nopaxeHuem rnas:
BbiBUXaMW WAM MNOABbIBUXaMMW XpyCTasuKa, APOXKaHWUEM
pagayxKKu.

femorno6uHonatus S

[emornobuHonatnsa S (ayToCOMHO-pPELLECCUBHOE Hachne-
[lOBaHWE) pacnpocTpaHeHa B CTpaHax Tak Ha3blBAaeMoro
ManspumnHOro nosica 3emnn. 1o 06bACHAETCSA TEM, YTO reTe-
po3urotbl Mo HbS pe3nCTeHTHbI K TPOMUYECKOW Manspuu.
B yactHocTH, HocuTenun HbS pacnpocTpaHeHbl B 3aKkaBKa3be
n CpeaHen Asuun, B Poccumn MaKcuMmanbHas YyactoTa retepo-
3UroTHbIX HocuTenen HbS otmedveHa B [larectaHe.

MpuynHon HbS aBnsetcsa 3amelleHMe 0ogHOro OCHOBa-
HUS B 6-M Tpunaete (MUCCEHC-MyTaLWs) OQHOM M3 Lenewn
rnobuHa. 3To NPUMBOAUT K 3aMeHe rMyTaMUHOBOW KWUCNOTbI
Ha BanuH. Takon Hb nmeeT KpalHe HU3KYI0 PacTBOPUMOCTb.
BHyTpuKknetouHo 13 HbS o6pasyorcs KpucTananvyeckue
Taktouabl. OHM M npugaloT aputpoumtam dopmy cepna.
OTcioga Ha3BaHue 60/1e3HU — «CeprnoBUAHO-KNETOYHas
aHeMUS».

[eTepo3unrotHble Hocutenn HbS B 06bIYHbIX YCIOBUAX
3[0POBbl, HO MPU MOHM¥KEHHOM PO, (KECCOHHble PaboThbl,
YC/I0BUS BbICOKOropbs M T.4.) WAM npu runokcemun (BINP
cepaua, AblxaTeNbHas HeAoCTaTOYHOCTb, ANWUTENbHbIA Hap-
KO3 1 T.M.) pa3BMBaETCs reMoInTUYeCKasa aHemMus.

[OMO3MroTbl CTpajaloT TAXKENOW reMOSIMTUYECKOW aHe-
Muen ¢ 4—6-mecs4HOro Bospacta. B pesynbrate Tpom60-

3a KanuaispoB MAM BEHyN CeprnoBUAHbIMW 3pUTPOLMUTAMKU
pasBuBaloTCH TPOOUYECKNE A3BbI (4ACTO Ha rofieHun), 6oaum
B }KMBOTE, NOpaXKeHWe cepaua, rmas. XapaKkTepHbl nopaxe-
HWS KOCTHO-CYCTaBHOWM CUCTEMbI, FrenaTocnjieHoMeranums.

MyKoBuCLUA03

MyKOBMUCLMAO3 — MHOXECTBEHHOE MOpParKeHUe 3K30-
KPWHHBIX >Kenes, COoMpoBOXAaloleecs HaKOMJIeHWeM W
BblAENEHNEM MMM BA3KUX CeKpeToB. Cpean HOBOPOMKAEH-
HbIX YacToTa MyKoBucumao3a coctaBnsget 1:1500-1:2000.
KncTo3HbIN GUBPO3 ABNSETCH OAHON U3 CaMbIX pacnpocTpa-
HEHHbIX MOHOreHHbix 6one3Hen B EBpone. Hacnepyetcs
MYKOBMCLMAO3 MO ayTOCOMHO-PeELLECCMBHOMY TUNy. N3BecT-
HO 60nee 130 MyTaHTHbIX annenen; Hambonee Yyactaa MyTa-
ums — delF508. OHa NpnBOAKUT K OTCYTCTBMIO peHMNnanaHmHa
B 508-M MONOKEHUU TPaHCMEMOPAHHOro PerynsaTopHOro
6enka. B 3aBucumMoCTM OT TMnNa MyTauuh U KUX NloKanuaa-
UMK GYHKUMS reHa MOMKET 6biTb MOMHOCTbIO MW YaCTUYHO
HapyleHa. [Mpn aTomM paccTpanBaeTcs perynsaums nepeHoca
ClI~ 4yepe3 MemMbpaHbl anUTeNManbHbIX KNETOK (TpaHcnopT
Cl~ Topmosutcs, a Na* yeununsaetcs).

BonesHb xapaKTepuayeTcs 3aKpbiTUEM MPOTOKOB enea
BABKMM CEKPETOM, KOTOpbIM ob6bpas3yeTcs B CBA3W C MOBbI-
WeHHoM pe3opbuueir Na* KieTKaMu NMPOTOKOB 9K3OKPUHHbIX
wenes. Hepeako B npoTokax 06pa3yloTcs KUCTbl U pa3Bu-
BaeTca BocnaneHue. Y HOBOPOXAEHHbIX HEPeaKo BbIABAS-
€TC HEenpoxoAMMOCTb KUILIEYHWKa (MEKOHWasbHbIn WNEeyC).
Y neten Hanbonee 4acTo pa3BUBAETCH IeroYHas UN IErOYHO-
KuweyHas dpopma 3aboneBaHus. OHa NposiBASETCS NOBTOPHbI-
MW BPOHXMUTaMU, MHEBMOHUSAMU, IMDUIEMON NIETKUX, a TaKKe
HapyWeHUAMM NONOCTHOrO M MPUCTEHOYHOMO MULLEBAPEHMS,
BMNJOTb A0 pa3BUTUSA CUHAPOMaA Manbabcopbuuu (CUHAPOM
HapyweHHOro BcacbiBaHus). MNpu 4IMTENbHOM TeYeHun pas-
BMBAIOTCS [blXaTeNbHas HeJOCTAaTOYHOCTb, LMPPO3 MNEYEHH,
nopTanbHas rMnepTeH3uns, HepeaKo NPUMBOASLLME K CMEPTH.

XpoMOCOMHbIE GONIe3HU

XpOMOCOMHblEe 60NE3HU BbISBASAIOTCA Y HOBOPOXAEHHbIX
¢ yactoTton 6:1000.

MH1uManbHOe 3BEHO NaToreHe3a — reHoOMHas Uiaun Xpo-
MOCOMHasi MyTauus. XpOMOCOMHbIM Anc6GanaHc NpuUBOAUT
K OCTaHOBKE /IM60 HapyLIEHUIO AMOPUOHANIbHOIO Pa3BUTUS,
B T.4. paHHMX 3TanoB opraHoreHesa. B pesynsrate popmu-
pytoTcst MHOXecTBeHHble BIMP. TaxkecTb HapylleHWn 06bIYHO
KOpPenMpyeT COo CTENEHbLIO XPOMOCOMHOr0 AncbanaHca: Yem
60/bllie XPOMOCOMHOI0 MaTtepuana BoBAe4YeHO B abeppa-
LM, TEM paHblle NPOABASETCS XPOMOCOMHbIM Auc6anaHc
B OHTOreHe3e, TeM 3Ha4YUTeNbHEE HapyLIeHUs GUINYECKOrO
M NMCUXMYECKOrO pasBMTUa MHAMBKAA. Kak npaBwuno, noteps
XPOMOCOMbI UM €€ YacTh NPUBOAUT K 6osiee TAKENbIM Ku-
HUYECKMUM MOCNEACTBUSM, YEM MPUCOELUHEHNE XPOMOCOMbI
WK ee 4acTu.

XpomMocoMHble 60f1e3HM Knaccubuumpyrot (puc. 14)
No KPUTEPUAM WM3MEHEHUS CTPYKTYPbl M YMCa XPOMOCOM,
a TaKXe B 3aBMCUMOCTM OT TUMNa KNETOK (MON0BbIE UK coMa-
TMYeckue). bonbWNHCTBO FrEHOMHbIX MyTaL Wi (MOAUNIOUANN,
TPUCOMMU NO KPYNHBIM XPOMOCOMaM, MOHOCOMMM MO ayToCo-
Mam) feTanbHbl. HacunTbiBatOT COTHM 6ONE3HEN, BbI3BBAHHbIX
HapyLeHWeM CTPYKTYpbl XPOMOCOM B peaynbraTe gefeuuu,
AynavKaumu, MHBEPCUU WMAM TPAHCAOKaLMKU UX OTAENbHbIX
y4acTKOB. MX KNMHM4YecKas KapTMHa M TSKeCTb onpeaens-
IOTCH XapaKTepoM MNepPecTPoOnKU, BENUYUHOW BOBAEYEHHbIX
dparMeHToB U UX GYHKLMOHANbHON 3HAYUMOCTbIO.

MyTaunn B rameTax NpuMBOAAT K pa3BUTUIO TaK Ha3blBae-
MbIX MOJIHbIX GOPM XPOMOCOMHbIX 60/1I€3HEN, KOTAa N3MEHE-
HWS KapuoTUNa BbISBASIOTCS BO BCEX KIETKaX OpraHu3ma.



Puc. 14. Buabl XxpoMOCOMHbIX 601€3HewN

| Buabl XxpOMOCOMHBIX 601€3HewN |

|

|

| B 3aBMCMMOCTU OT HapyLLEHUS CTPYKTYPbI UK YMCaa XPOMOCOM

| | B 3aBMCMMOCTHM OT BUAA KIETOK, B KOTOPbIX MPOMU30LLIa MyTaLus |

MN3MeHeHne Yyncna xpoMocom
WAN NAOMAHOCTH

HapylueHve CTpyKTypbl
XPOMOCOM

MonHble popmbl Mo3anyHble popmbl

MyTaumMmM B COMaTUMYECKMX KNeTKax Ha paHHUX 3aTanax
amMbpuoreHesa NpPUBOAAT K Pa3BUTUIO MO3auLM3Ma — YacTb
K/IETOK OpraHnu3ma WMMeeT HOpMasibHbl KapuoTumn, apyras
yacTb — aHOMallbHbIM. JTO Bbi3bIBAET TaK Ha3blBaeMble
MO3aunyHble GOpPMbl XPOMOCOMHbIX 6one3Hen. BapuaHThbl
MO3aKn4YHbIX OPraHM3MOB MOTYT OblTb CamMbiMK Pa3HOOb6pas-
HbIMU: HE TOMbKO M3 [ABYX, HO M3 Tpex M 60o/nee KIOHOB
K/IETOK C pa3HbIMU UX KOIMYECTBEHHbIMWU COOTHOLIEHUSMM.
DeHOTUNUYECKUE OTKIIOHEHWST OT HOPMbl 3aBUCAT OT 40U
KNETOK pasnnyHbIX TUNOB, T. €. OT CTaflUM Pa3BUTUSA, Ha KOTO-
pon npousowna Mmytauusa. Jns XpOMOCOMHbIX 60ne3Hen
XapaKTepHO HapyleHne PenpoayKTUBHON GYHKLUMN.

Tpucomum

CuHapom lMatay, Tpucomuna 13 BbISIBNSETCA C HaCTO-
Ton 1:6000. JleTanbHOCTb BbiCOKas: 6onee 96% 60MbHbIX
normn6atot go 1-1,5 net. MNposiBnsaetca 3aboneBaHne CHU-
EeHMeM Macchl Tefla, MUKpouedannen, HegopasBUTUEM
MO3ra, aHoManuMaMu nuua (3anasBlias nepeHocuua, pac-
LenmMHa BepxHen rybol 1 Heba), nonngaktununen, BrP BHy-
TPEHHUX OPraHoB (MOMKENYAOYHOM Kene3bl, CENe3EHKH,
cepaua).

CuHgpom 3paBappca, Tpucommuss 18 Boisnsetca y 1
13 7000 HoBOpOXAeHHbIX. OKo/I0 2/3 AeTen ¢ CUHAPOMOM
daBapaca ymupaloT B nepsble 6 Mec Xu3Hu. MNposiBnseTca
CMHAPOM CHW}EHHOW Maccom Tena, aHoOMaansaMu NULEeBOro
M MO3roBOro 4yepena (gonuxouedanven, aedpopmauunsamMmu
YLIHbIX PAKOBMWH, TMNONAa3nen HUKHEN YENOCTH, MUKPOCTO-
MWEWN), KOPOTKON FPYAUHON, Y3KMMU MexpebepHbIMU Mpo-
MEXYyTKaMu, KOPOTKOM M LUMPOKOW rpyaHOM KneTkon, BIP
cepaua v ap. BHYTPEHHMX OPraHoB, HapyLIEHUSIMK MCUXOMO-
TOPHOro pasBuUTHS.
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