NATOJ10I A
HACJITIEOACTBEHHOCTW

[ou. KpaBLoBa



BzaumMogencTBme HacneacTBEeHHOCTU U
cpeabl

Bce Bone3Hn MOXHO PasgenuTk Ha YeThIPe rpynnbi:

3aboneBaHMA, KOTOPLIE BOZHUKAKIT HE3ABUCUMO OT CROMNCTB
reHoTvna, MCKN4YMTeNnbHO Noa BmMaAHUEM HQSJ‘I&I‘OHPMHTHI:IX
thakropor cpegbl (ny4eBana GONes3HL, TRAaBMAa, OXOr).

BonesHn ¢ HaCNegCTBEHHOW NPeapacnonoXeHHOCTEIO (A0

90 %). Camu OHM NO HACNEACTBY HE NepesarTCA, HO NPu
ONpPeaeneHHbLIX YCNOBUAX NEr4Ye BOZHUKAKT (rMNnepPTOHNYeCcKan
DOne3HL, caxapHbIN auabder).

CobcTBEHHO HACNEACTEBEHHLIE Bonesun. Beceueno 3aBUMCAT OT
reHoTUNa, NePegarTCA NO HacNeaAcTBy. JTMONOrMA
namonoguyeckul ed (peHunkeToHypua, bonesHe [dayHa.).

HacneacrBeHHbIE GONe3HK, OOYCNOBNEHHBIE NaTONOrM4YeCKONn
MyTauMen, OgHaKO ANA UX NPOABRNEHUA HEODXOaAUMO
cneuympuyeckoe BO3aeUCTBUE Cpeabl. Hanpumep, npoaeneHue
HegocTarodyHocTu remornobunHa (HbS) npu | Pa02.




«BpoxxpeHHoe» u
«HacneacreseHHoe»
3aboneBaHume -
3TO O4HO M TO Xe?



OnpepenexHne BO3

«IMO pa3Hbie MNOHAMUSI»

TepMuH «BpOXaeHHOe 3aboneBaHue» roBOPUT HaMm O TOM,
YTO Naronorua NPUCyTCTBOBana y YyenoBeka C MOMeHTa ero
poxaeHus. U aBuTbCs OHa Morna cneacrBuemM Kak «NnoroMKu»
ero reHoB, Tak U pe3ynbTaTtoM BO34eNCTBUSA Ha
pasBuBaloLWnnCca nnog HebnaronpuaTHbIX hakTopoB BO BpeMs
BepeMeHHOCTU unu TpaBMbl BO BpEMSA POAOB.

TepMuH «HacneacTBeHHan 6one3Hb» NogpasymeBaeT To,
4YTO NPUYMHA HapYLLUEHUSI KPOETCS B CTPYKTYPHOM U3MEHEeHUU
HacneacTeseHHoOW UHopMmaumm KNeTok Yenoseka. A byaer
3aboneBaHue nepegaHo No HacneacTsy WUNU HeET [—RARUCUT OT
KOHKPETHOMU HO30/10rUu.



BonesHun ¢ HacneaCTBEHHOW NMPEAPacnonoXXeHHOCTbH

(MynbTUaKTopHnanbsHble)

Hx B cBOIO oucpcab MOKHO ITOAPA3ACIINTD CIIC HA JIBa
BHU/IA.

bone3nu, HacIeACTBEHHOCTh IPU KOTOPBIX SBJIAETCSA
3TUOJIOTUYECKUM (DAKTOPOM, HO JIJISI UX MPOSIBIICHUS
HEOOXOAUMO AEMCTBHE COOTBETCTBYIOIIErO (hakTOpa
BHEIITHEH cpeabl (Hampumep, rmojaarpa, Juaoer,
CEPIOBU/IHO-KJIETOUHAS aHEMMUA ).

bosne3Hu, 3TUOJIOrMYeCKUMH (paKTOpaMu IPU KOTOPHIX
SBJISIFOTCS BJIUSIHUS CPEIbl, OAHAKO YaCTOTa
BO3HUKHOBEHHUS U TAKECTh TEUSHUS YTUX O0JIC3HEN
3aBUCAT OT HACJIEACTBEHHOM MPEapaCcIonokKeHHOCTH. K
TaKUM 3a00JI€BAHMUSAM OTHOCATCA arepockiepos, UBC,
TUIIEPTOHUYECKAsA OOJIE3Hb, I3BEHHAS 00JI€3Hb, IICOPUA3,
OOJIBLIIMHCTBO BU/I0B paKa u Jp.




NMonureHHbie 60Ne3HU

[TonureHHble BONEe3HW HAaCNeayTCs N0 CNOKHON CXEME.
Ans HUX BONPOC 0 HACNEAOBAHWMW HE MOXET OblTb PELLUEH HA
OCHOBaHWK 3aKOoHOB MeHpens.

PaHee Takvwe HacneacTBeHHbIE 3aboneBaHus
XapakTEPW30BANUCH Kak B0IE3HU C HACIeOCMBEHHOU
nPedPacrnonOXeHHOCMbIO.

OpgHako cenyac 0 HUX MAET pedb Kak O
MybmugbakmopuarnbHbeix 3abonegarusax ¢ agauTUBHO-
NOSUIrE€HHbIM HacnegoBaHMEM C NOPOroBbiM SPMPEKTOM.

K aTum 3aboneraHmsam OTHOCATCS Taknue BONEe3Hn Kak pak,
caxapHblv guabeT, Wr3opeHus, SNMNENCUs, NLEMUIECKas
bones3Hb cepaua, runepTeH3us 1 ap.



Mopenun noannreHHOro HacnenoBaHuUA

1. ApauTusHaa nonureHma 6e3 nopora
AencTBuA.

KaXXAabliii reH u3 cepuu NOIMreHoB BHOCUT
cBolo gono B popmupoBaHme npusHaKa
(6bonesnn).

Tak HacneayloTcA: POCT, Macca Tena,
WHTEHCUBHOCTb MUrMEHTaLLUU KOXKMN,
UHTENNEKT, NPOAC/IKUTENbHOCTD XXU3HM.

A1B1C1 — KaXXAablX U3 cepumn NOIUreHos
yBennyusaet poct Ha 30 cm.

A2B2C2 — Ha 25 cm.

A1A1B1B1C1C1 — makcumanbHbiM poct 180 cm
(30x6)

A2A2B2B2C2C2 — mnHMManbHbIK pocTt 150 cm
(25x6)

A1A2B1B2C1C2 - cpepHui poct 165 cm.




Moaenun nonmMreHHoOro HacnenoBaHUA

2. ApANTUBHAA NOIUTEHUA C NOPOrom
NencTeumsa

* [pusHak (6bonesHb) npoasnaerca B Tom
c/lyvae, ec/iu B reHOTUNEe OKaXKeTtcs
noporosan Be/IMMMHA reHoBs.

* TaK HacneayroTca : rMnepToHUYecKasn

6one3Hb, HOpMasbHOE pa3BUTUE BEPXHEWN
ryoni.



Moaenu DoJIUTreHHOrO HACIe IOBAHU

1. ,}\,El,.]llTllBH‘clﬂ MmoJINreHusa oes nopora AeNnCcTBIA.

% Kaskablil reH u3 cepii moJIMreHOB BHOCHT CBOIO 10110 B
¢popmviipoBanne npisHaka (0o/1e3HIN).

% llposaBiieHHe NpI3HAKA B ceMbe MOKET MEHATHCHA OT
HY./1€BOI'0 10 MARCHMAJILHOI0 3HAYEHIII B 3aBHCHMOCTH OT
KO/IHYeCTBA '€HOB €O CXOAHBLIM /IeiiCTBIIEeM.

% llpegea pa3sBurisa npmsHaka (HOpMa peaKIiim)
JeTepMIHHPYETCH OOIHM HCJI0M MOITeHOB B IeHOTHIIe.

% Tak Haciaeaywres: poct, Macca Tela, HHTEHCHBHOCTD

MNMHIrMEeHTAalHH RO/KH, HHTEC/LIERT, IMPOoI0/IRKHTE/JIbHOCTD
ARIT3HIL.



MyTareHbl

K 3K30réeHHbLIM OTHOCATCS

@uIuYeCcKUe MymMaseHsi: a) NOHN3NPYIoLee NanyJyeHme (OKasbiBaeT
npamoe sozgencreme Ha IHK); 6) yneTpadmoneroenie nyym (B

00N bLIOW O03€ Bbi3blBAOT MeTununposadme [IHK); B) Temneparypa
(neperpesanHne).

AumMuYeckue MynaseHsl. a) BbiICOKOAKTUBH bI€ BELWECTRA; ©)
CBOBOOH bIE PaanKanbl; B) LMTOCTATHUKA 1 AP,

Bce xmmmueckme MYTareH bl AOS2KH bl NErko NPOHMKATb B KNeTKY U
A0CTUratb Agp4d.

buonoeuyeckue Qakmops:. O6bIMHO 3TO BAPYChI: 3) BUPYC
HenocpeacTeeHHO npoHukaeT B [IHK; ©) B pesynbrare
KM3HEACATENbHOCTN BMPYCOR OBPa3yTCA NPOAayKThl pacnaaa,
KOTOPbIE ABNAKTCA MYTAreHH bIMA.

SHAOOreHHbLIE XMMM4YECKME MYTareHbl 06pasyoTcs Ha NyTAX
0BmMeHa BELECTB B OPraHMamMe — nepekncs Boa0Poaa v NMnMaHbie
NepeKncK, a TaKke CROBOAH bleé KNCNOPOAH bI€ PaaMKanbI.



MyTauusa He Bcerga BrneveT 3a coboil
U3MEHEHUA B OpraHuame, Tak Kak:

He kaxxgasi 3ameHa a3oTUCTOro OCHOBaHUS
B mornekyne [JHK npuBoguT K olIMOKe npu ee
peaynnuKauuu;

He BcAkoe aMUHOKUCNOTHOE 3amMellleHue B
MoneKkyrne 6enkoB NPUBOOUT K HapYLUEHUIO
ee KoHopmaLUu,;

! TonbKko 5 % reHoB pyHKUUOHUPYET, a

ocTanbHbIe HAXOOATCA B penpeccUpPoBaHHOM
COCTOSIHUMU U HEe TPAHCKPUOUPYIOTCA.



HACJIEJICTBEHHDBIE BOJIESHU
YEJIOBEKA
[ HACNEACTBEHHBLIE BOJIE3HU ]
*
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XpomocomHble 6onesHu

fABnaloTca ocobbiMm BUAOM HacNneACTBEHHOW NAaTONOrUK,
CBA3aHHOMU C NOBpPEXAEHUEM UX CTPYKTYPbI (XpPOMOCOMHbIMM
MYTaLUAMM) UK HAPYLUEHUEM UX KONnYecTBa (reHOMHbIe
MyTaumm).

HHICmpyKmypHbie aHOManuu XpomMOCoOM 8CMpeyaromcs pexce
u 06b14HO nNpusodsam K bosnee maxcensvim (6onbwuHCMeB0o

cMepmesbHbl), N0 CPABHEHUIO C KOAUYECMBEHHbIMU
U3MEHEHUAMU XpOMOCOM, Noc/aedcmeusm.

MyTauum B rameTax NPUBOAAT K Pa3BuTuio NOJIHbIX Gopm
XPOMOCOMHbIX 6one3Hen, Korga U3SMEeHEeHUA KapmoTuna
BbIIBNAIOTCA BO BCEX K/IETKAaX OpraHM3ma.

MyTauum B COMaTUYECKUX KNETKAX Ha PaHHUX 3Tanax

ambpuoreHesa NPUBOAAT K Pa3BUTUIO MO3AUYU3IMA: 4acTb
KNEeTOK OpraHu3ma umeeTt HOpMa/ibHblA KapuoTun, a gpyras
YacTb — aHOMa/IbHbIN.




Oco6eHHOCTU TeYEeHUA U NPOSIBIIEHUSA
XPOMOCOMHbLIX Oorne3Hen

O6wum ansa Bcex hopM XPOMOCOMHbIX OonesHen ABNAETCA
MHOXECTBEHHOCTbL NopaxeHus: YepenHo-nuueBbIie AucMopdum,
BPOXAEHHbIE MNOPOKU PAasBUTUA BHYTPEHHUX OpPraHoB, 3aMeaneHune
pocTa U pasBUTUA, 3afiepXKa NCUXUYECcKoro paseutus. MNpwm
XPOMOCOMHbIX Obone3Hax Habnogaetca ot 30 Ao 80 pasnUYHbIX
OTKITOHEHUMN OT HOPMbI, KacaroLWMUXCA PU3NYECKOro U NCUXUYECKOro
pasBUTUSA.

KnuHu4yeckoe conocraBneHue NoniHbiX U MO3auyHbIiX dopm
NoKasbIiBaeT, YTO MO3anuvHble POPMbI NPOTEKAIOT nerye, 4To
06 BACHSETCS NMPUCYTCTBUEM HOpPMarnbHbIX KNETOK, YaCTUYHO
KOMNEHCUPYIOLWMX FreHHbIW AncbanaHc a66epaHTHblx dopm.

AyTOCOMHbIE DONEe3HU NPOTEKaKT TAXenee H4eM aHOMalium no
NONOBbLIM XPOMOCOMaM. 3TO CBA3aHO C pasnnqnou reHOTUNUYECKOM
AKTUBHOCTbLIO XpPOMOCOM: Y-XpOMOCOMA HECET Mano reHoBe, a ogHa us
X-XpOMOCOM Y X€HUWWUH HaxXoaAUTCA B HEAKTUBHOM COCTOAHUMN.

MposiBNeHUA OOHNX U TeX Xe hopM XPOMOCOMHbIX GonesHen
CUNBHO BapLUPYIOT: OT NETanbHOro agpexra 4o He3HaYNTeNbHbIX
OTKNOHEHUMN.

[ MyShared



XpPOMOCOMHbIE BONE3HM
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XPOMOCOMHBIE BOJIE3HHA

KOJAUYECTBEHHEIE HAPVIIEHUA AVTOCOM
TPHCOMHA

CHHJIPOM ITATAY —- TPHCOMMHA 13 - 47, XX (XY) + 13
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XPOMOCOMHbLIE 6onesHun
CuHapoMm KnanHdhenstepa (47 XXY, 48 XXXY)
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" BbICOKMIA pocT
" TenocnoxeHune no XeHckomy

Mny

" mnonnasnsa anyek

" EBHyxounan3m

" HapyllueHune cnepmaroreHesa
" [MHekKomacTns

" CKNIOHHOCTb K OXXMPEHUI

" [lcuxnyeckne HapyleHus
" YMCTBEHHas oTCTa/10CTh
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XPOMOCOMHBIE BOJIE3HU
CuHOpoMm LUepewescxozo — TepHepa;

XpOMOCOMHaﬂ 601163Hb, ConpoBoXaawwaAaCca XapakKTepHbIMH
aHOMa/IMAMU cbu3uqecxoro pa3BuUTHUA, HU3KOPOC/IOCTbIO U MNOJIOBbIM

MHMAHTUIMIMOM.

Ee BO3HMKHOBEHME CBA3AHO C OTCYTCTBUEM Y /UL, }KEHCKOro Nosia 04HOM
U3 ABYX X-XPOMOCOM.

Yactota CUHApOMA cpep,u_ HOBOpO)Kp,eHHbIX nesoyek cocrtansaet 1:3000.
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XPOMOCOMHbIE My Tauuw

910 MyTauuu, 3aTparmBaoll ue Lenble y4acTku
KaKoi-nmbo XpoMoCcOMbl, T.€. HECKOTbKO reHOB

@
qﬂ\.' AynnnKauuns

e neneuns
_ ¢ HBEPCUS

* KOHUEBAs
yTpatda

* TpaHcnoKauus




FeHHble MyTaLuM

» Oeneuun - ytpaTta cermeHta [1JHK pasmepom ot ogHoro
HyKneoTuaa Ao rexHa.

» dynnukaumm — yaBoeHue unm noBTOPHOE

nyonupoBaHue cermeHTa JHK. '
» UuBepcumn — noBopot Ha 180° cermeHTa [HK k g ‘
t .

» UHCcepuumn — BcTtaBka thparmeHToB [HK.

» TpaHCBepCcuUU — 3amMeHa NypMHOBOIro OCHOBaHUA
(apeHuH, ryaHuH) Ha NUpMMUAUHOBOE (Yypauun,
LIMTO3UH, TAMUH) U1 Hao0OOpPOT B OAHOM U3 KOAOHOB.

» TpaH3uUun — 3aMeHa 04HOro NypMHOBOIro OCHOBaHUSA
Ha gpyroe nypMHOBOE UM OAHOro NUPUMUAUHOBOIO

Ha gpyroe nMpuMmuauHoBoOe. .



CHHOpPOM «KOIIAYbero KpHKa»
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Knaccudmkauma reHoB no
aKTUBHOCTU U (PYHKLIUMK

FeHbl # 3mo yyacmiku monerkynei AHK

CmpyxkmypHeid 2eH (UWACTPOH) — reH, XpPaHA LN
MHpOPMaLNID O CTPYKType GenkoBon MONEKynbl.

leH-onrepamop ynpaensaeT akTUBHOCTbHO
HECKOSNMbKNUX CTPYKTYPHbLIX rEHOB W pacnonaraercs
HenocpeacTBeHHO BO3ne HUxX. KoMnneke nus reHa-
oneparopa v rpynnbl CTPYKTYPHbIX NMEHOB, UM
ynpaenaembix, obpasyeT onepoH.

lNeH-peaynamop perynupyeT akTUBHOCTbL ONepoHa ¢
NMOMOLLLI CNeyuanbHOro BeWEeCTRa, UM
npoayuMpyemMoro penpeccopa. Penpeccop,
BO3AENCTBYA HA reH-oneparop, MHrMbupyeT ero n
Gnarogapa 3TOMY | aKTUBHOCTb CBA3AHHbLIX C HUM
LUCTPOHOB.

Mo cTeneHn akKTUBHOCTUW reHbl AenATCH HAa
OOMUWHAHTHbBLIC (nposensrom cebsn e nape ¢ mobbim 2eHOM) W
DeUueCCURH LI .
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BMAbl FEHHbLIX BOJIE3HEW
B 3ABUCUMOCTWU OT TUNA UX HACNEAOBAHMA (1)

© FIOTAP-MEZ, 2004 B»]

|

|

|

l

AYTOCOMHO- AYTOCOMHO- JIOMUHAHTHDIE, PELIECCUBHDIE,
CUENNEHHDIE CLUENNEHHBIE
b DELELLIONE ¢ X XPOMOCOMOW ¢ X XPOMOCOMOM
IIPUMEPDbI

*MOTHIAKTILTHA *TAJAKTO3EMHSA *PAXHT,Y CTOIMUHBBIIT *TEMO®ILTHH A, B
*CHHIPOM MAP®AHA *®EHILTKETOHY PHA K BHTAMHHY D *TAJIbTOHH3M
*I'HITEPXOIECTEPHH- *S- TEMOITOBHHO3 *POTO-THLE-IIA IBIEBOIT *THITOTAMO-
EMISA CEMETHAA *AThBHHH3M CHHIPOM [IOBY. THHEMHSA
*HEPO®HBEPOMATO3 *[.THKOTEHO3BI *®POHTOHA3ATbHASA *MBIIIEYHAS
*M-TEMOITOBHHO3 *XOPES *MVKOBHCIIII03 AMCTLTAZHA IHCTPO®UA TIOIMEHHA
TEHTHHI TOHA *AIPEHOI EHHTA. IbHbIH “KATAPARTA
*[O.THII03 TOJICTOrO CHHIPOM —
KHITEYHHKA *IHITE PTHIONPOTEHHE M ol MyShar ed




[laToreHes HacneACTBEeHHbIX
bonesHen

B pesynbTate MyTauuin obpasyeTcs
aHoMalbHbLIU 2eH C USMEHEHHbLIM KOZOM.

! | Peanuzauua eMcTBUA aHOManbLHoOro
reHa — 3aBepuiaroljee 3BeHO NaToreHesa
HacneacTBeHHLIX 6oJie3He.

| = Paznudarom mpu OCHOBHbLIX nymu
peanuzayuu delicmeuss aHOManbLHO20 2eHa,
oOpa3zoeagliezocsa ecnedcmeue Mymauul.




Peanusauua gencreus
aHOMalIbHOIo reHa

flepebid nyme aHOMAarbHbIA IeH,
yTPaTUBLUUA KOO, CUHTE3a CTPYKTYPHOrO
N pyHKLMOHarNbLHO BaXXHoro denka
P NpekpalleHne cCUHTE3a
UHpopmaLimoHHon PHK P nipekpalleHue
cUHTesa benka P HapylleHue
XKU3HeJeATelnbHOCTU P HacriedcmeeHHas

bosie3Hb.



Bone3zHu, BO3HUKalOWKUe Mo NepBoMy
naToreHeTUHeCKOMY BapuaHTy

. runoaanyMMHeMMﬂ — | KOnu4yecTea anLbyMUHOB B
KpOoBM, 4TO Npegpacnonaraer K nacro3HOCTU, HacneayeTca Kak
ayTOCOMHO-PeLeCCUBHbLIN NPU3HAK;

* TMNOOUGPUHOreHEMUA — | kKonuuecTea (hubpuHoreHa B
KPOBM!, HTO BeAeT K HECEBEPTLIBEAHMKY KPOBU U KPOBOTOYUBOCTH,
HacneayercAa No ayToCOMHO-PELEeCCUBHOMY TUMY;

» remocunnua A — gedmumnr NpokoarynaHTHOro (akropa
Vill, KpOBOTOYMBOCTL, HACNEAORAHWE PELIECCUBHOE,
CUEeNNeHHOe ¢ X-XPOMOCOMOWN;

* B — gepmumTt npokoarynaHTa IX;

* C — pgethbuuyumT npokoarynaHTHOro (hakropa Xl;

* 8-, rMnoraMmmarnobynMHeMmnsa — U konuyecTea y-
rnOGyHMHOB, CHWXEeHMne p93MCT9HTHOCTM K Ganepuanbubm
uHpeKUMAM, HACNEeAOBaHME PEeLEeCCUBHOE, CLUENNeHHOoe ¢ X-
XPOMOCOMOM U ap



Peanusauua gencreus
aHOMalIbHOIo reHa

Bmopod nymes aHOMarlbHbIU reH,
yTpaTUBLLWIA KOO HOpMarbHoOW NporpamMmmebl
CUHTe3a hepMeHTa P MnpeKpalleHue
CUHTE3a MHDOPMALMOHHOW

PHK > npekpalleHune cuHTEe3a
hepmMeHTa P HapylLleHue
XKU3HeaeATernbHOCTU P HacriedcmeeHHas
Oos1e3Hb.



borie3Hu, BO3HUKaloLWue no BTOPOMY
natToreHeTU4YeCKoMy nyTu

DeHUNMKeTOHYPUA — HaubBonee yacTaa (hopma BOZHUKAET B
pPe3ynbLTarTe MyTauum CTPYKTYPHOrO reHa, KOgumpyroLwero

6uocunTes PeHUNanaHuHeuUGPoOKCUNasbl. PepMmenT
OTCYTCTBYET B NEYEHM, 4HTO DNOKMPYET NnpeBpaljeHme
peHunanaHuHa B TMpO3uH. KOHUeHTPpauua peHnnanaHuHa B
KPOBM NOCMNEe POXAEHUA PEe3KO NOBLIWAETCA. Boicoxas
KOHUeRMpauus Qerunanasuna obycnoenuaaem MmoKkcu4Yeckoe
nopaxeHue M032a, NOCKONLKY uHSubupyemcs: mpadcnopm
aMUHOKUCIOM € HeUPOoHs! P P PasBUBAETCA MAUOTHUA.

AnbOUHKU3M. Mpuunna — gedocmamox depmesma
MUPOIUHEL! € MeNanouuMax — KNeTkax, CUHTE3UPY KLWKX
MUrMeHT MenaHuH. Npu OTCYTCTEBUMM MENaHUHE KOXA
npuobperaeT MONOYHO-0ENbLIN LIBET ¢ GenecbiM OBONOCEHMUE M,
HabnN gaeTcA CBETODOASHL, CHMKEHUE OCTPOTHI 3PEHMA.




Peanusauusa nencreus
aHOManbHOIo reHa

Tpemuu nymek aHoMarnbHbIM FeH ¢ NaToNorMYeckum Koaom
» CUHTe3 natonornvyeckom uHcopmaunoHHom PHK » cuHrtes
nartonoruyeckoro 6enka » HapyleHUe XUu3HeaeaTernbHOCTH b
HacnedcmeeHHasi 60s1e3Hb.

CeprnogudHoO-K/1emo4yHasi aHeMusi = cuHmes
namoJsio2u4yeckoz2o S-ecemoas106uHa, omauyarou,e2ocsi om
HopmasibHo20 Hb mem, Ymo e 6-M rnosioKeHuu G-
nosunenmudHou yenu Hb emecmo a2r1romamMuHo8oU KUC/10Mmbl
Haxodumcs easluH <" MoJiIeKy bl S-2cemo2/106uUHa (e

goccmaHoesIeHHoOU (hopmMe) cmaHoesImces
afleKmpoHelumpanbHbIMU U 5ie2Kko 06pa3yrom KOMMJIeKChl,
0co6eHHO Nnpu Hexeamke Kuc1o0poda; 3mu KOMIMJIeKChb!
(makmoudsl) dehopMupyrom apumpoyumsi, KoOmophble
gcsiedcmeue amozo npuobpemarom ceprnosudHyro hopmy u

Jie2ko nodeepaaromces 2eMos1u3y.

[ MyShared






[NunarHocTuka u metoabl reHeTU4YeCcKoro
obcnenoBaHusA

FeHeanorn4yeckun MeTo = cocraBneHue poAoCNIOBHOMN 3anucu ¢

nocneayrouwmMm aHanum3oMm nNpossrieHnA NpusHaka, XxapakTtepHoro ansa
KOHerTHOM HaCﬂeACTBeHHOM Oone3Hu Ha NPOTAXEeHUN BO3IMOXHO donbwero

yucna NOKoneHumn POACTBEHHUKOB NauueHTa.

BNM3sHeUOoBbIN METO @ conocTaBneHue BHYTPUNapHON KOHKOPAAHTHOCTH

(MAEHTMYHOCTU) OAHO- U ABYANLOBbIX GNUM3HELO0B, XUBYLUMX B Pa3HbiX U
OAMHAKOBbIX YCNOBUAX, NO aHaNU3MpPyeMoOMy NaToNnoru4yeckomy npu3sHaky.

LiuToreHeTM4eCKUi MeTO COCTOUT B MUKPOCKONMUYECKOM UCCTeaoBaHUM
CTPYKTYPbl U YUCIa XPOMOCOM KIeTOK (NenKouuToB, 3nuTenusa m ap.).

Oemorpachuy4eckun MeToa @ coctasneHue poaoCcnoBHbIX cpean 60nblIon
rpynnbl HaceneHus, B npegenax obnactu unm Lenow cTpakHbl, ¢ Nocneayrowmm
CTaTUCTUYECKUM aHanu3oMm NposABIieHUA NaTONMOrMYeCcKoOro npusHaka u
Hanuuna MeHOeneBCKUX COOTHOLIEeHUN, B UccrefoBaHUN reHeTUYeCKuxX
U30NATOB.

BUOXMMUYECKUN METOL = uccneaoBaHue GMOXMMUYECKUX NPU3HAKOB,
3aBeOMO crneuuduUyHbIX ANSA onpeaeneHHbIX HacneACTBEeHHbIX DonesHewn
(cepnoBugHO-KNeTo4YHas aHeMusa U Op.).

[ MyShared



[MpUHUUNbI NeYeHus

* CuMnTOMaTUYeCKoe: NeKapCTBeHHbIE,
XUPYpPruyeckoe yganeHue nopaXeHHbIX OpPraHoB,
KOppeKuus NOPoOKOB cepaua n ap., ¢ NOMOLLH
PUINYECKNX METOAORB (NPN HACNEACTBEHHLIX
3a6oneBaHNAX HEPBHON CUCTEMbI —
IneKTpoTepanua, KnumatoTepanus).

* [laToreHeTnyeckoe — KOppekyns cBmeHa
(Ha3HaYeHue gueThbl; BO3MEeILEeHNEe HeOOCTaoWEro
NnpoaykKTa; oCBOOOKAEHNE OT NPOAYKTOB OOMEHa,
ABNAKIWMXCA cybcTpaTamMmn NaTonornuecKom
peakyumn).

* JTUONOrMYECKOe — MEePCNeKTUBA NPU peanusayum
DOCTUXEHUA reHHOWN MHXEeHepUn.



MeToabl ANarHOCTUKHU
NT’eHHbBIX U XPOMOCOMHbIX 3aboneBaHuMn

1. BuoxuMmmyeckKkue Metoabl MO3BONAIOT

BbiIBUTb HacJsieACTBeHHble 3abosieBaHuA,
CBfi3aHHble C HapyweHueM obMeHa BeLLecTB
NMpuMepbl 3aboneBaHui, BbISBaHHbIX
HapylLleHUeM pasIn4yHbiX BUAOB obMeHa:
YrnesoaHoro obmexa:

FanakTo3eMus, MyKonoJincaxapunosbl.

ObmMmeHa nUNupoB: C(PUHIroNNNN Oo3bl.

ObMeHa aMMHOKMCNOT: (heHNNIKETOHYPHUA,
TUPO3UHO3, aNIKaNTOHYpUA, anbbUHU3M.
HapyweHus obMeHa BewecTB OTHOCATCA K
reHHbIM 3aboneBaHunam.



lTooxo0kbI 8 60pbbe c
HacsieOcmeeHHbIMU 60os1e3HSMU

1. MaccoBoe «npocenBaHue» HOBOPOXAEHHbIX Ha
HacneacTBeHHble AedeKTbl OOMeHa BelecTB
(BbIABNeHue (heHUNKeToOHypun, rmnoTupeosa,
MyKOBUCLIMAO3a, ranakrosemMum u ap.).

2. NMpeHaTanbHaa AMarHocTuka (c
ucnosib3oBaHMeM pa3HbiX MeToaoB: Y3WU,
deTockonusa, amHMUoLeHTe3 U ap.) B 1-un 2-m
TpUMecTpax 6epemMeHHOCT!.

3. Meauko-reHeTU4YeCKoe KOHCYINbTUPOBaHUE.

4. KOHTpONb 3a MyTareHHOU OnacHoOCTbIO
daKkTOopOoB OKpyXarlien cpeabl.

[ MyShared






MutoxoHOpuarnbHble
3aboneBaHus

— rpynna HacnegacTBeHHbIX
saboneBaHu, CBA3aHHLIX C

AeheKkTaMU B

DR e (PYHKLIMOHUpPpOBaHUK
SRS MUTOXOHAPUW, NPUBOAALLLUMU
MUKPOCKON MY @CKERA K HapyweHUam

(poTorpacpus, | 1)
NOKAa3bLIBAOLWARA JHepreTn4eCKkux (Q!HKI_.[MM B

MWTOXOHOPWM

YEeNnoBeKa B KNeTKaX YeroBEeKada.

NOnepevYHOM CeYeHMnn




MutoxoHgpuanbHbIe
GonesHu nepegarTca no
MaTEPUHCKON IMHUN W &
3aTparnearT, MbiLULbI,
3peHne, HEPBHY CUCTEMY

mitocWon cytoplasm
D= A
75 G

d9 MEBQJ HaLLWN KNEeTOYHbIE OpraHe

OT MaM, Nnanbl NMPUBHOCAT TONbK
XPOMOCOMBbI




MutoxoHapuanbHbie 60n1e3Hu

3BECTHO 0K0J10 50 Takux 6onesHeun

UX KNUHUKE AOMUHUPYIOT nopaxenuna LUIHC um
MbILLUEYHOM TKAHMU.

MMIMNTOMbI TUNMUYHbBIMU AJZIS MUTOXOHAPUAJIbHbI.
3a60neBaHUN: MbilleyHble 60nun, cnabocTtb U
aTpounsa MyCKynaTypbl, HENEPEHOCUMOCTb
PU3nNYECKNUX Harpysok, nosmHemponaTus,
Cyaoporun, oTcyTcreme pedJsiekcoB, atpodus
3pUTENIbHOIr0 HEPBA, HEMPOCEHCOPHAast TYroyXocCThb,
MUFPEHN, NeTapruyeckne CoCTossHUSA, U3MEHEHUS
NCUXOMOTOPHOIrO pPa3BUTUA, ONIUTOPPEHNUSA U
oeMeHuus.




BoigensaoT 2 rpynnbl
MUTOXOHApUanbHbIX 3a0051eBaHNN

1) HacnenctBeHHble CUHAPOMbI, OOYCrOBMEHHbIE
MyTaUUAMUN reHOB, OTBETCTBEHHbIX 33
MUTOXOHAPWanbHbIE Benku

(cnHapom bapta, cuHgpom KepHca-Ceunpa, cuHapom
[TupcoHa, en:MELAS, en:MERRF n ap.)

2) «BTOpUYHbIE MUTOXOHAPWAabHBIE 3a00neBaHnsA»,
BKITHOYaoLLME HapyLUEHWE KNEeTOYHOro 3HeproobMeHa Kak
Ba)kKHOE 3BEHO hOpMUpPOBaHMSA naTtoreHesa (OonesHu
COEeANHUTENBHOW TKaHN, CUHAPOM XPOHUYECKOU
yCTanocCTy, rMuUKOreHo3s, kKapamomMmmonaTusa, MUrpeHsb,
neyeHo4YyHasa He,D,OCTaTOHHOCTb, NaHUMTOMNEHNA, a TaKkxe
rmnonaparmpeos, guabet, paxuTt ap.)



KOHUENUWA METABOANYECKOIO BAOKA

- OcHOBa HAaCAEACTBEHHbIX HapyLLeHMK obmeHa

MeTaboAn3Ma - KOHUEeNuua MmetaboArnuyeckoro
OAOKa

1941-1944 - «OAUH reH — OAUH GEPMEHT -
OAUH MPU3HaK» — buan - Tentam



COBPEMEHHAA TPAKTOBKA
METABOANYECKOTO BAQKA

He Bce reHbl KoaupytoT benkun (koanpytoT TPHK, MPHK)

He Bce BeNKU, KOAMPYEMbIE TEHAMMU, - PEPMEHTHI
(HeEKOTOpPblE BEAKM KOAMPYIOT CUHTES peLenTopoB, BAB,
T.. pa3BuBaeTcsd UHGOPMALMOHHbIN DAOK)

CUHTE3 OAHOIO BEeNKa Yalle KOAMPYETCA HE OAHUM, a
HECKOABKUMU rEHaMU (HapyLLlaeTcs CUHTES
KaTaAUTUYECKUX U SKOPHbIX Y4aCTKOB, BapuabeAbHbIX
yacten AT)

[€Hbl B reHOTUMax B3aUMOAEUCTBYIOT, CYLLIECTBYET
ABAEHUE NMAENOTPOMNMUKU — MHOXECTBEHHOIO AENUCTBUSA
EHOB.



OBLLUAA CXEMA METABOAUMYECKOTO BAOKA

[EHETUYECKUN AePEKT

Aedunumnt benka-bepmeHTa

HapylweHue BUOXMMUYECKON PeaKLINU

N3BbITOK cybcTpaTta (KOTOPbIM HE YTUAUBUPYETCH)

BbiaeneHune cyberpata M3 opraHnu3ma UAM ero
HaKOMNAEeHUe (Te3aypucMoshil)

N3B6bITOK cybcTpaTa BOBAEKAETCA B aAbTEPHATUBHbBIE NYTH
npeBpaLlleHma (0bpa3oBaHMe NPOAYKTOB, KOTOPbIX B
HOPME HET UAU UX MAAO)

HexBaTka KOHEYHbIX MPOAYKTOB BAOKMPOBAHHOTO
MEeTaboAMYECKOTO NMYTU



OBONOUNSA co3pana aHTUMYyTaLUOHHbIE
MEXaHU3Mb!

[Be uenn [JHK

[ecatkn cuctem penapaduun OHK
BbipOXXAEHHbIN FrEHETUYECKNN KOZ,

[1apHOCTb XpOMOCOM

HecKonbKo KONun 4na cambiX BaXXHbIX FrEHOB
VIMMYHHYIO CUCTEMY

[MosTOMYy MyTaLMU NPOUCXOAAT, HO HE TaK YXK 4acTo



Penapauua OHK
Penapauyueu Ha3bIBaAETCA NMPOLIECC YCTPAHEHUS NOBPEXOAEHNMN
HykneotugHon nocnegoarensHocTy [HK. Ocyuwectensaercsa
0COObIMU PEPMEHTHBLIMU CUCTEMAMU KNETKU (hepMEHTDI
penapauun).

B npouecce BoccTtaHoBneHns cTpyktypbl JHK MOXHO BbigennTb
cregyrowipme aranbl:

1) AHK-penapupyrowjue HykKnea3bl pacrio3HarT U yaansoT
NoBpeEXAEHHbIM y4yacTok, B pesynbrate dero B uenu AHK
obpasyeTcs paspbIB;

2) MAdHK-nonumepa3a 3anonHAeT 3TOT paspbiB, KOMUPYS
MHOPMaLNIO CO BTOPOU («XOPOLLENY») LIEMMU;

3) [AHK-nueza3za  «ClWMBaeT»  HyKNeoTuAbl, 3aBepLuas
penapauuio.



s naBHou dyHKumen HK-
KNETOK ABNAETCH
YHUUTOXEHUE
NOBPEXAEHHBLIX UK
MHPULUMPOBAHHbBIX KIETOK.




NK- knemku

YOWESIOT W PACTNO3HAT ONyXoneeblie, MHDULMPOBAHHLIE BUPYCOM, TPEHCNNEHTUPOBaHHBIE W
OPYTVe KNeTkn 6ea pa2entua TUMWYHOW MMMYHHOW peaKkLWMn

PeanuaytoT Nepey NMHUID NPOTUBOONYXONEEOH U NPOTUEOBUPYCHOW 3aLLMTb

He uvenT nopepXHOCTHLIX OETEPMWUHAHT, XapakTepHblx Ana T- u B-numdoumTor, HE UMEHDT
peuenTopa T-numboUnToR

B tunuuHbix NK-kneTkax skenpeccupyoTes aud depeHumporodHbie Ar CD2, CD7, CDS6 v CD
16 (peuenTop Fo-bparmenTa 1gG

NK-knetkw, pacnonaras peuentopom lgG (CD 16), cnocobHbl Taloke BsamoencTBOBETb G
KNEeTKamMy, OKpyKEHHBIM Monekynamin 1gG, v yHUYT 0XaTb nX

AkTvBHOCTE NK-KNEeToK perynupyetcd LuTokuHamn. W1-2 yocunueawT LT onUTUYECKYHD
axkTeHocTh NK-KNeTok.




