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KNACCUOUKALUA HACNELCTBEHHbBIX 3ABOJIEBAHUW (JIEKLUS)
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PE3IOME

Knaccnvkaums HacneaCTBeEHHOW NaTonorMv BO MHOMOM OMNPeaenseT YCNELHOCTb ANAarHOCTUKM U NIEYEHUS FEHETU-
4YecKu 00yCnoBeHHbIX 6oneaHen. B nekumm npeacTtaseHbl OCHOBHbIE KPUTEPUM KnaccuduKaLmm HacneacTBeHHOM
naTonorum, NMPUHATLIE B reHeTVKe. BblaeneHbl 0COOEHHOCTY pacrnpeneneHmsi reHeTU4ecKyX 3aboneBaHuii No Trnam
HacnenoBaHWs, YPOBHIO NoKaMaaum MyTaLuiz, Mo OpraHHOMY W CUCTEMHOMY MPUHLIMMAM, a Takke Mo Broxmmmye-
CKOMY MpUHLMNY. [daHbl MOSCHEHWS! O LienecoobpasHOCTY MpynnpoBaHns 3a00neBaHniA Mo Tvnam Knaccudukaumm.
[MokazaHa cBsA3b Knaccudukaumin ¢ Ne4YeHNEM 1 OMarHOCTUKOW HACNeACTBEHHOM naTonorun. o Kakgon rpynne
KnaccuukaLmin NnpBeaeHsl NpUMepbl HACNEACTBEHHbIX CUHAPOMOB 1 O0Ne3HeN.

Knaccunvkaumsa HacneacTBEHHOW MaToONOM N ABAAETCA BAXKHBbIM KITFOHOM K ANarHOCTUKE, NEYEHWIO 1 NPOMUIaKTUKe
HacneaCcTBeHHbIX 3aboneBaHui. B HacTosLLIMIA MOMEHT B 6a3e AaHHbIx MeHaenesckoro HacnenosaHust OMIM copep-
XUTCS MHopmMaLmsa 6onee Yem o 16 000 MyTaLmii reHoB, onNpeaenstoLIMX HACNeACTBEHHbIe CUHAPOMbI (D0Ne3HN),
YTO Ha NMOPSAOK 60sbLLE, YEM HUCIIO M3BECTHbLIX HO30/10MMHECKNX hOPM coMaTUHecKmx 3abonesaHuin. Knaccuduvka-
LIS MOMOraEeT MPaKTUKYHOLLEMY Bpady MOHSATb STUOMOIMIO, MATOMEHES, KNMHUHYECKME MPOSIBAEHNS HACEACTBEHHbIX
bonesHeln 1 ABNSETCS OOHUM N3 BaXKHEWLLIVX 3TaroB AMarHOCTUKM.

Knro4deBble cnoBa: reHeTvka, Kaccuvikalms B reHeTVIKe, reHHbIe 60/Ie3HM, XPOMOCOMHbIE GO/Ie3HM, MHOrogaK-
TOPHbIE BOSIE3HM
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CLASSIFICATION OF HEREDITARY DISEASES (LECTURE)
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ABSTRACT

The classification of hereditary pathology significantly determines the success of diagnosis and treatment of genetic
diseases. The lecture presents the main criteria for the classification of hereditary pathology, used in genetics. The fea-
tures of the distribution of genetic diseases according to the type of inheritance, the level of localization of mutations,
organ and system principles, as well as according to the biochemical principle, are presented. Explanations are given
on the expediency of grouping diseases according to the given classification. The connection of classifications
with the treatment and diagnosis of hereditary pathology is shown. For each group of classifications, the examples
of hereditary syndromes and diseases are given.

The classification of hereditary pathology is an important key to the diagnosis, treatment and prevention of hereditary
diseases. At the moment, the OMIM Mendelian inheritance database contains information on more than 16,000 gene
mutations that determine hereditary syndromes (diseases), which is significantly more than the number of known
nosological forms of somatic diseases. Classification allows the practitioner to understand the etiology, pathogenesis,
clinical manifestations of hereditary diseases and is one of the most important diagnostic steps.
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AKTYAJIbHOCTb

Knaccudukauuss HaciaeICTBEHHOUW IMaTOJOTUU
“MeeT 0OJIbIIOE 3HAYEHHUE JJIs1 TMAarHOCTUKU, BbIOO-
pa TaKTUKM JICUEHUST U pa3pabOTKU HETOCPEICTBEH-
HO CaMHUX METOHOB JieueHus [1].

Bce HacnencTBeHHbIe 3a00JIeBaHUSI MOXKHO pasjie-
JINTh HA TPYMIIBI IO HECKOJBbKUM MPUHIIUIIAM:

1) Tum HaclienoBaHUS,

2) maToreHeTUYecKre MeXaHW3Mbl HapylleHUI
B OpraHU3Me;

3) Tum MyTauuii, KOTOpble IPOU30IIUIN B KJIETKE;

4) mpeuMylleCTBEHHOE ITopaXKeHre TOM WM UHOM
CHCTEMBI,;

5) KCIOJIb3yeMble METOAMKM J1a00OPaTOPHOM 11a-
THOCTUKU, TTO3BOJISIIOIINE TTOCTABUTDH TUArHO3.

Hogsble kiaccudukalmy MOSBISIOTCS MOCTOSIH-
HO, M KaXaas M3 HUX UMeeT MPaBO Ha KU3Hb, OTBE-
yas TEOPETUYSCKUM M KIMHUUYECKUM TTOTPEOHOCTIM
M3Yy4YEHUS HACJeACTBEHHON MmaToioruu [2].

BUAbI KNACCUGUKALIAN

Knaccupuxanust HaciencTBEeHHON MaTOJIOTUU 1O
YDOGHIO A0Kaau3auuu mymauuii B CUCTEME XpaHEHUS
TeHETUYECKO MH(MOPMALIMKM OTPaXKaeT TUITbI HaCJIe -
CTBEHHBIX 3a00JI€BAaHUI U BBIIEJSIET TEHOMHBIE, XPO-
MOCOMHbI€, FeHHbIe (MOHOT€HHbIE) 00JE3HU, MHOIO-
(akTOpHbIE, SMUTeHETUYECKME U 00JIE3HU MUKpPOCa-
TeJUIMTHBIX TAaHIEMHBIX TTOBTOPOB. HekoTopsie aBTO-
Bl HAa3bIBAIOT €€ 2enemuyeckoll Kaaccugpuxauueii [1—3].
IleHHOCTD 3TOM KJIaccudUKaLMU 3aKJII0YaeTCs B I10-
HUMaHWUM 3THOTATOTEHETUYECKUX TTPOIIECCOB U MX JIO-
KaJau3aly B UepapXyuM XpaHeHUs U Tepeaayu TeHe-
TUYecKoi nHpopmanuu. biarogaps aToil Kiaccuhpu-
KallMi MOXHO TIOHSATH HE TOJIBKO, YTO TPOUCXOIUT
MpU TIOJIOMKE TeHETMYeCKOro Koja, HO M TO, KaKue
METOIBl MOXKHO TIPEIJIOXUTh UISI TMAaTHOCTUKM JaH-
HOIi MyTauuu. bojiee Toro, ¢ €€ MOMOIIbIO YAAETCs
MOHATh, KaKue MaTOTeHETUYECKNe METOMbI JICUeHUS
MOXKHO pa3padboTaTh U Kakue (haKTopbl MOTYT CIIOCO0-
CTBOBaTh Pa3BUTHUIO JAHHOM MATOJOTUM.

I'enomubie 3a6oneBanmsi — TsDKEnas (opma Ha-
CJIEZICTBEHHOM MaTOJIOTUM, KOTOpasi peaKo BCTpeua-
eTCsl y YeJIoBeKa U CBSI3aHa C SIBJICHUEM TOJIMUILION-
nuu. Pa3BuTtue opraHu3Ma C T€HOMHBIM 3a0o0JeBa-
HUEM B IOJABISIONIEM OOJBIIMHCTBE CIydyaeB 3a-
KaHYMBAETCSI BBIKMIBIILIEM, CIIOHTAHHBIM abOPTOM
WX MEPTBOPOXKIEHHOCTbIO. MeXaHM3M T€HOMHBIX
3a00JIeBaHUII COCTOUT B HEPACXOXIEHUMU TaruIOMI-
HOTO Habopa XpOMOCOM B MEPUOM CO3PEBAHMS raMeT
MO0 B OIJIONOTBOPEHUM SHIIEKIETKM IBYMS CIIEp-
MaTo30MIaMU (IMCIEPMHOE OILIOAOTBOpeHue). B pe-
3yabTaTe (OPMUPYETCS OPraHM3M, HEeCYIIUil He a1~
IUIOUIHBIA (2n), a TPUILUIOMAHBIN (3n) U TeTpario-
UAHbIA (4n) HaOop xpomocoM [1—3]. Kak mpaBuiio,
TaKMe OPraHM3Mbl MaJI0 XXM3HECIIOCOOHBI, OTHAKO
HaOJIIONeHUS TTOKa3aau, YTO TaKWe BapUaHTHI MaTo-
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JIOTUM BCE XK€ BCTPEYaAIOTCs, XOTS HE BCEeraa npuBo-
ST K poxkaeHUIo pedéHka. YacTo K mogo0Hoi aHo-
MaJIUU TIPUBOJSIT SNMUTEHETUUECKUE MEXAHU3MBbI, CBSI-
3aHHbIE C BBIKJIIOUEHMEM YacTU TeHoma (MMIPUH-
TUHIOM 1I€JIOr0 I'eHOoMa), MO0 OJHOPOIUTENIbCKAas
nucomus (OP) xpomocom [1]. IIpumepom Takoit
MaTOJOTMU SIBJSIETCS TMYy3bIPHBIM 3aHOC. DTO nMa-
FHO3, KOTOPbIIA OOBIYHO BBICTABJSET aKyllep-TuHe-
KOJIOT TIPU Pa3BUTUU B MOJOCTU MAaTKU HE OOBIYHOM
0epeMEHHOCTH, a XaOTUYHO pa3poclierocs Tpogo-
OnacTta (MCXOH aHAPOTeHETUYECKOM 3UroThl). Jleio
B TOM, UTO T€HETMYECKMUI MaTepua OTLa CIYyXUT
peryiasaTopom st GOpMUPOBAHUS IJIOAHBIX 000J10-
YyeK, U eCiM BMECTO IMILIOMJHOrO Habopa XpOMO-
COM TIOCJI€ OILJIOAOTBOPEHMSI HAaUMHAET pa3BUBATb-
Cs 3UroTa, cojepxaliasi ToJbKO OTIIOBCKMI MaTepu-
aJjl, TO pazBUBaeTCs My3bIpHbI 3aHOC. JIpyrasi cutya-
111, KOr/a B OIJIOAOTBOPEHHON 3UTOTE MPUCYTCTBY-
€T TOJIbKO MaTEPUHCKUI MaTepuas — B 9TOM cllyyae
IUIOAHBIE 000J10YKKM He (OPMUPYIOTCS, a pa3BUBAET-
ca HeauddepeHIMpoBaHHas KJIeTouHas macca. Tor-
Jla pa3BUBaeTCs TepaToMa (MCX0Jl TMHOT€HETUYECKOM
3UTOThI), KOTOPask MOXKET ObITh IIPEACTaBIeHa 3a4aT-
KaMu 3y0OB, BOJIOC U Ipyrux TKauei [1, 3].

BapuaHT, ipy KOTOpOM M MaTepUHCKUM, U OT-
LIOBCKM MaTepuaj NPUCYTCTBYET B YBEJIMUEHHOM KO-
JIMYECTBE, TPUBOAUT K (DOPMUPOBAHUIO U POKAEHUIO
OpraHmMama, Kak IpaBUJIO, MUMEIOLIETO TSKEbIE Op-
raHHble HapyweHus [1].

XpoMocoMHbIe 00Je3HH SIBISIOTCS (OpPMOIl Ha-
CJICACTBEHHOM MAaTOJIOTMU, IPU KOTOPOM HapylLIaeT-
Csl CTPYKTYpa, KOJUYECTBO WIN LIETOCTHOCTh XPOMO-
coM. ITo Tuny MyTauuii, KOTopble Ipy 3TOM ITPOUCXO-
JISIT, BCE XPOMOCOMHbBIE aHOMAJIMM MOXHO Pa3IeuTh
Ha JeJelu, TyTUIMKAlu, TpPaHCI0KallMU, UHBEPCUH,
WHCEPLIMU, TOSIBJIEHUE U30XPOMOCOM (BCJIEICTBUE
AHOMAJIBHOTO JIEJIEHUS LIEHTPOMEPbI), U30LIEHTPpUYEC-
CKHMX XPOMOCOM (BOCCOEAMHEHUST IBYX IOBPEXKIEH-
HBIX XpOMOCOM), KOJIbLIEBBIX XpOMOCOM (IedulileH-
CM), a TaKXKe MUKpoaHoMaIuu xpoMocom. Kak rpasu-
JIO, XpPOMOCOMHbI€ 00JIE3HU UMEIOT TSXKEJIbIe KIMHU-
YECKME TPOSIBJIEHUS U BbI3bIBAIOT IPyOble aHOMAJIUU
pa3BuTus. VICKJII0OUEHNE COCTABJISIIOT MUKPOJEIELIUN
1 MUKPOIYIUIMKALIMK. B 3aBUCMMOCTH OT MeXaHU3Ma
BO3HMKHOBEHMS OHM MOTYT MPOSIBJISITbCS KaK T€HHbIE
3a00JIeBaHUS WU COUYETAThCI C HUMMU.

XpoMOCOMHBIE 00JIE3HU BHYTPU KaxKIOU TPYIIIIbI
MOXHO pa3lejUuTh Ha TUIbI. B COOTBETCTBUU C 3THO-
JIOTUYECKUM TTPUHLMIIOM XPOMOCOMHbBIE OOJIE3HU MO -
pasnensoTcs Mo XapakTepuCcTUKe BUAa MyTalluu, pas-
Mepy MOBPEXIEHHOTO XPOMOCOMHOIO yyacTKa M Xa-
pakTepy reHeTndeckoro HapyiueHus (puc. 1). ITo iy
XpPOMOCOM, B KOTOPBIX BO3HUKJIA MyTallusl, BbIIEJSI-
IOTCSl XPOMOCOMHbI€ 0O0JIE3HU B MOJIOBBIX 1 COMaTUYe-
CKMX XpOMOCOMax. B COOTBETCTBUU C YCTAHOBJIEHUEM
MOKOJIEHUS, B KOTOPOM BO3HMKJIA MyTallMsl, BbIAESI-
I0TCS MyTallMu de novo OO MyTalluy, TepeaaHHbIe
OT poJuTeJieil, B TOM 4HuCJie MYTEM F€HOMHOTO UM-

npuHTuHTa [1-3, 6].
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XPOMOCOMHbIE BOJIE3HU YEJTOBEKA

V

HapyweHusa B nonoBbIx
xpomocomax: XX u YY

V

HapyLueHml B ayToOCOMax
rpynnbl «D», «E», 21 napa u gp.

XPOMOCOMHBIE AHOMAJINA

—

U3meHeHMe uncna xpoMocom
B KapuoTune: aHeynmiouausi —
a) MoHocomuA
6) Tpucomus
B) MONMCOMMUA

PUC. 1. Knaccugukayms XpoMOCOMHbIX BO€3HEN YesioBeKa

IIpuMepaMu XpOMOCOMHBIX 0OJIE3HEI C Hapylle-
HHEM YMCIIA TTOJOBBIX XPOMOCOM MOTYT CITY>KUTb TPU-
mwionaus X (kapuotuil 47 XXX), cunapowm Illepernies-
ckoro — TepHepa (kapuotun 45 X), cuHapoM JIxeii-
kobca (SIko6ca) (kapuotut 47 XYY nubo 48 XYYY),
cunapom KraitHdensrepa (kapuotun 47 XXY aubo
48 XXXY) [1-3].

IIpumepaMu XpOMOCOMHBIX 0OJI€3HEIl ¢ Hapy-
IIEHWEM YHuCia COMAaTUYECKUX XPOMOCOM SIBIISIIOT-
¢ cungpoM Ilaray (Tpucomus no 13-ii mape XpoMo-
CcoM), cMHIpoM DaBapaca (Tpucomus 1o 18- mape),
cunapom ayHa (Tpucomus mo 21-ii mape), CMHIAPOM
JlexxeHa I CUHIPOM «KOIIIAYbero KpUKa» (IeIeius
KOPOTKOTO ILIeya 5-ii xpomocomsl) [1—3].

XpPOMOCOMHBIE aHOMAJIMU COCTABJISIIOT B MaTepura-
JIe CIIOHTaHHbIX a6opTycoB 10 70 % B niepBbic 2—4 He-
nenu oepemeHHocTu [1—3].

I'ennble WM MOHOTEeHHBbIE 3200J1eBanus (puc. 2) T10-
SIBJISTIOTCSI TIPYM BOBHUKHOBEHUM MYTAllUM B CTPYKTY-
pe ompene€HHOTO TeHa M TepenalTcs Io Hacjen-
CTBY B COOTBETCTBMU C TUIIOM HacjemoBaHus [1—3].

MoHoreHHbIe 3a00J1€BaHUS 1O MUY HACACO08AHUS
MOXKHO pa3nejuTh Ha ayTOCOMHO-IOMMHAHTHEIE, ay-
TOCOMHO-PEIIECCUBHBIE, X-CIEIJIEHHbIE TOMMHAHT-
HbIe U pelLeCCUBHbIC, Y-CleIUIEeHHbIe (ToJlaHapuye-
CK1e€), MUTOXOHApUAIbHEIE (puUC. 2).

AYTOCOMHO-TOMMHAHTHBIE U ayTOCOMHO-pelec-
CHBHBIE 3a00JIeBaHUS SIBJISIOTCS MEHACIUPYIOIIN-
MM 3a00JIeBaHUSAMMU, T. €. MOTUYMHSIOTCS 3aKOHaAM
Mengens (taba. 1). HacienoBaHue MUTOXOHIpHUATIb-
HBIX 3a00JIeBaHUI HE TTOAUMHSETCS 3TUM 3aKOHaM,
TaK KaK MUTOXOHIIPUM BCErna MaTepUMHCKOIO MPOUC-
XOxXaeHus. B cBA3M ¢ pa3sHbIM BKJIAJIOM POIUTENCH
B MEXaHMU3M HacJIeJOBaHUSI YaCTUYHO He ITOMYMHS-
10TCsl 3aKkOHaM MeHenst X-ClerieHHbIE TOMUHAHT-
HbIe U PELEeCCUBHbBIC, a TaKXe ToJaHIpUYECKUe 3a-
O0oneBaHus (Taba. 1). OgHAKO 3aKOHOMEPHOCTU Ha-

\

CTpPYKTYypHble U3MEHEeHUs1 B XPOMOCOMaX:
a) peneuus
06) TpaHcnokauus
B) MHBepcusa
r) aynnukaums

clieJoBaHUS ATUX 3a00JieBaHUI JOCTATOYHO IMPOCTO
OIPEJEIUTh C TTIOMOILIbIO T€HEATIOTMYECKOTO0 METO/A,
a TakXe MOXHO paccuuTaTb BEPOSITHOCTHBIM pUCK
U1 moToMcTBa. [103TOMY B KJIMHUYECKOM MPaKTUKE
Ha TepBOM 3Tare IMArHOCTUKM MCHOJIb3YIOT MMEH-
HO 3Ty KJIaccu(pUKaLMIO HAacJIeACTBEHHBIX O0JIe3HE,
OCHOBaHHYIO Ha TUMax HacjienoBaHus. JlaHHas Kiac-
cuduKalus sBigeTcsl yIoOHOW B AMAarHOCTUKE, 4ya-
CTO MCIOJIb3yeMOi, HO He mojHoi. Kak m3BecTHO,
HE BCE TUIIbl HACJIEACTBEHHOI MaTOJOTUM yKJIaablBa-
I0TCS B 3Ty Kj1acCU(UKALIMIO, TOTOMY OHa NMPUMEHSI-
€TCcs TOJIbKO [ TeHHbIX MyTauuii. Hanpumep, naH-
Has KjaccuuKalus He BKJIOYaeT FfeHOMHbIE MyTa-
LIMU Y XpPOMOCOMHBIE aHOMaIuu [4].

T'opazno cioxHee MOHSITh MEXaHU3M BO3HUKHOBE-
HUST MHOTOGAKTOPHBIX (MYIbTH(HAKTOPHAIBHBIX) 00J1€3-
Heil. OHU HE TOJIBKO SIBJISIFOTCS MHTErpajbHbIM MOKa-
3aTesieM paboThbl HECKOJIbKUX T€HOB WJIM JaXe aHCaM-
0J1eil TEHOB, HO TaKXKe 3aBUCST OT BIMUSIHUS (paKTO-
poB okpyxartolieit cpenbl. PakTruecky Bece 3ab0yeBa-
HUS YeJIOBEKA B 3aBUCMMOCTH OT BKJIaJia B IaTOTEHE3
HacCJIeJICTBEHHbIX 1 CPENOBbIX (haKTOPOB MOXKHO pa3-
JNIeJIUTh Ha TPpU TPYMIIbl: HACJEICTBEHHbIE 00JIE3HU
(BbI3BaHBI MyTallMSIMU), OOJIE3HU C HACJIEACTBEHHOM
MPeIpacnoyoXXeHHOCTbIO (pa3BUBAIOTCI Ha OCHOBA-
HUM OIIpeJeIEHHBIX TeHETUYECKIX OCOOEHHOCTE! Op-
raHu3Ma B OTBET Ha JIeWCTBUS (PAKTOPOB BHEIIHEH
cpelnbl), HeHacJleACTBeHHbIe 0oie3Hu (puc. 3). bomes-
HU C HACJEJACTBEHHON MpPeapacriofoXeHHOCTbIO SIB-
JISIFOTCSI MHOTO(AaKTOPHBIMU Oosie3HsaMmu. IIpumepa-
MU HauOoJjiee paclpOCTPaHEHHBIX MYJIbTU(AKTOPU-
aJIbHBIX 3a00JIEBaHUIA YeJIOBEKA SIBJISIFOTCS: CaXapHBIN
nunabeT, si3BeHHas 00JIe3Hb XXeJyaKa W JBeHaalaTh-
MEePCTHOM KUIIKU, TUIIEPTOHUYECKAs OO0JIe3Hb, are-
pOCKIepo3 U Ip. DTa IrpyIina 3a00eBaHU OTHOCUT-
cs K KOMIIETEHLIMW Bpaya-TepareBTa, U €€ u3yyeHue
C TOYKHU 3pEHUS T€HETUYECKUX TOJOMOK JAET 00Jb-
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MonureHHble 6onesHu
(MHorodpakTopHbIe
6onesHun)

—

MOHOreHHas
cdopma
(oouH reH
N HECKOSBbKO
dakTopoB
BHELLHEW
cpeabl

—

adyTOCOMHO-peLeCCUBHbIE

aAYyTOCOMHO-AOMUHAHTHbIE

X-cuenneHHble
[JOMUHaHTHbIE

ronaHgpunyeckune

PUC. 2. Knaccugpukaymsi 601e3Heli reHos

TABNNLUA 1

NMPUMEPbI PACIMPELENEHUSA HACNEACTBEHHbIX SABOJIEBAHUIA MO TUMY HAC/IEQOBAHUA

AYTOCOMHO-AOMUHAHTHbIE
3aboneBaHns

AYyTOCOMHO-PELIECCUBHbIE
3aboneBaHns

X-cuenneHHble
ayTOCOMHO-A0OMVHaHTHbIE
3aboneBaHvis

X-cLenneHHble
ayTOCOMHO-PELIECCVBHbIE
3aboneBaHvis

onaHapuyeckue
3aboneBaHvis

MuToxoHapransHble
3aboneBaHns

AxoHaponnasus, HerpodurbpomaTos PeknmMHray3eHa, peTrmHobnactomMa, ceMenHasi rmnepxonm-
cTepuHemus, cuHapom KpysoHa, cuHapomM Mapdana, cuHgpom Xontepa — Opama, xopes [en-
TUHITOHa 1 Ap.

AnKanToHypvs, ansbunHmam, 6onesHb Ted — Cakca, BPOXKAEHHas rvnepniasdns Kopbl HagnoYey-
HUKOB, (DEHUNKETOHYPWS, rafakTo3emus, cuHapom [ypnepa, cvHaopoM MopKKo, MpornvoHoBas
aunnypvist v op.

['mnodocdatemms, opodalmoanruTanbHbI CUHAPOM, CUHAPOM HEAEPXKAHMS MUTMEHTA, CUHOPOM
AnbrniopTa, cuHapom Bnoxa — Cynbubeprepa, cuHopom Petta v ap.

["emonuTuyeckasa aHemust, remocpbunusa A n B, mvogmctpodms diolleHa — bekkepa, cuHapom Mes-
Keca, cvHOPOM XaHTepa, X-CuenneHHas agpeHoNnenkoamcTpodus, X-CLUenneHHbIN UXTNO3, CUH-
opoM Aapckora — CkoTra 1 gp.

AzoocnepMust, Y-CUenneHHbIl IMnepTprxo3 YLLHBIX PaKoBUH, YacT4Has Aeneums XpoMocoMs! Y
nop.

Heponatns 3putensHoro Hepsa Jlebepa (LHON), cuHgpom Jn, cuHapom MELAS (MyToxoHapw-
anbHasa sHuedanonatus), cuHapom MERF, cuHgpom NARP, cuHapom KepHca — Cenpa, CHAPOM
Anbnepca, cMHApoM lMpcoHa 1 ap.
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1€ MEePCHeKTUBL K JaJlbHEUIIeMy pa3BUTHUIO TEO-
PUM U MPAKTUKUA TaKUX MEAUIIMHCKUX CTIEIUATIbHO-
cTeli, Kak BHYTpeHHUE 00JIe3HU, TIeAuaTpus, ICUXu-
aTpus U oHKosiorus [3].

GA

y
E

PUC. 3. Posb reHetuydeckux (G) n cpegosbix (E) haktopos
B pa3Butum 6onesHeli YenoBeka: 1 — HacneqCcTBeHHbie 60-
7Ie3HY; 2 — BOIE3HN C HAC/IEACTBEHHOM MPEeapPacrionoXeH-
HOCTbIO (MynbTUGhakTopuasbsHele 601e3Hu);, 3 — HeHacnes-
CTBEHHbIe 601e3HU [3]

J1st MynbTU(aKTOpUATBLHON TATOJIOTUX 0O0JIbIIIOE
3HAYEHUE UMEET «IIOPOT MOABEPKEHHOCTH», KOTOPBIi
omnpeaesieT BeposiTHOCTh 3a0ojeBaHus. C MaTeMaTH-
YEeCKOI TOYKM 3pEHMSI, BTO SIBJICHMUE OBLIO OMUCAHO
®. @orenem u A. Morynbcku (puc. 4) [3].

Yucno
WHOMBNOOB
3nopoBbie nopor
|
|
|
|
BonbHbie
noaBepPXXeHHOCTb

PUC. 4. PacnpeneneHvie nogBep>KeHHOCTU K MyIbTUhaKTopP-
Howvi natosnoruu (no @. oresnro, A. Motynecku, 1989)

boJe3nu TaHaeMHbIX MHUKPOCATEJIMTHBIX MOBTO-
POB SIBJISIIOTCSI PE3YJIbTATOM MHOTOKPATHOIO YMHOX€-
HUS OTIEIbHBIX YIACTKOB Je30KCUPUOOHYKIEMHOBOM
kucaotel (JHK). Dta rpynna 3adojieBaHUIt SIBJISIETCS
TPEeTbUM MCKJIIOYEHHUEM U3 3aKOHOB MeHaens. YBe-
JINYeHNE BHYTPUTEHHBIX TAHAEMHO MOBTOPSIOIIMX-

Csl HYKJIGOTUIHBIX TTOCJIeIOBAaTEIbHOCTEN eIlé Ha3bl-
BaIOT TMHAMMYECKUMU MyTalusMU. Takue MOBTOPHI
MOTYT YBEJIMUMBATHCS B MOKOJEHMSIX TIOTOMKOB, 00-
yCIIaBIUBAs TSKECTh 3a00JIeBaHMsI, TIPOITOPIIMOHATb-
HYIO JUIMHE IOBTOPOB. DTa IpyIina 3adojieBaHUI xa-
paKTepu3yeTcsl PSIOM KIMHUKO-TEHETUYECKUX OCO-
oenHocreil [1]:

1) aHTMUMMauMs (TeHAEHUUS K MaHuUdpecTauuu
3a00J1eBaHUs Y TIOTOMKOB B 00Jjiee paHHEM BO3pacTe
U B OoJiee TSLKENON (popMe IO CpaBHEHUIO C IIPEad-
KaMu);

2) Hanuuue 3(PdeKkTa OTLOBCKON MM MaTepUH-
CKOI1 mepenayu (3aBUCUMOCTD TSKECTU 3a00JIeBaHUST
MIpU HaCJIeMOBAaHUM OT MaTepu WJIM OTIA);

3) Haauuue «Cepoii 30HbI» («30HBI HEIIOJHOM I1e-
HETPAHTHOCTH» B 3aBUCMMOCTH OT KOJIMYECTBa IO-
BTOPOB);

4) B ciaydae MyTauuu de novo Npu pacye€Te pU-
cKa HabIIomaeTcs HapylleHWe IMPUHIIMITOB KJlaccuie-
CKOIf TEeHETMKM, OTKJIOHEHHE OT OXMIAeMBIX cerpe-
ralOHHBIX YacTOT 3a00JIeBaHUS B PSAAY IMOKOJIEHUI,
BapbUpYIOIas 3KCIPECCUBHOCTh (OT MATKUX IO TS-
XKENBIX HOpM).

ITo natopu3nosoruyeckumM 0COOeHHOCTSIM 3a00-
JIeBaHUS JAHHOM TPYIINBI MOAPA3ACIISIOTCS Ha:

1) 3aboneBaHus, OOYCIOBJICHHbIE MHAKTUBALIK-
eil MyTaHTHOIO IeHa M yTpaTtoil GyHKUUU (CUHIPOM
nomkoil X-xpomocoMnl (opmbl FRAXA u FRAXE),
60ne3Hbp Opuapeiixa, MUOKIOHYC-3IUICIICUST YH-
¢eppuxra — JIlyHndopra, HeAOCTaTOUHOCTb IIyTaMU-
Ha3bl U T. 1.);

2) 3aboneBaHUsI C LIUTOTOKCHMYECKUM 3¢PeK-
ToM Ha ypoBHe MPHK (MuotoHunueckast nuctpogus
MD1 u MD2, 60k0oBOii aMHUOTPpO(UYECKUII CKIIe-
po3 u 1ip.);

3) MOJUIIyTaMUHOBBIE 3a00JI€BaHUSI C LIMTOTOK-
cuyeckuM 3¢ heKToM Ha ypoBHe Oejika (00j1e3Hb I'eH-
TUMHITOHA, CIIMHAJILHO-0yIs0apHas aMmuoTpodus KeH-
HEIU U Jp.);

4) noyMajaHUHOBbIE 3a00j1eBaHMS (OKYI0(hapUH-
reajbHasi Muonatusi) [2, 3].

boJe3Hn UMNPUHTHHTA WIK SMUTCeHETUYECKUE 3a-
0oJieBaHMS CBA3aHbI C HApYIIIEHUEM aKTUBHOCTH OITpe-
JIeJIEHHBIX FeHOB. B pe3yibrarte co3maércst cuTyauusl,
KOTfa TeH €CTh, HO OH He aKTMBEH, U KIMHUYECKHUE
MPOSIBJICHUS BBITJISIIST TaK XK€, KaK U IPU eT0 OTCYT-
CTBUM. DTOT BUI 3a00J€BaHUI CBSI3aH C YHUKAJlb-
HBIM SIBJIEHMEM — SIMUTeHETUYeCKUM HaceIOBaHU-
em [1, 7]. CyTb 3aKkito4yaeTcsl B TOM, UTO BECh T€HOM
yeJioBeKa, moMumo mnocienoBateabHoctn JJHK, co-
JIEePKUT CTPYKTYPHO-MOJIEKYJISIPHBIE METKH, KOTO-
pble PeryJupyioT aKTUBHOCTh T€HOMa B pa3HbIe Ie-
puoasl oHTOreHe3a. I'eHbI, KOTOpBIE PEryJIUpyIOTCS
TaKUMHU METKaMU, Ha3bIBAlOTCS UMITPUHTUPOBAHHBI-
MU. B ourimongHoi KieTke B 3aBUCHMOCTH OT MaTe-
PHMHCKOTO WJIM OTIIOBCKOTO IPOMCXOXIEHUS TaKue
TeHbl MMEIOT pa3Hyl0 3KCIPEeCCMBHOCTh. B HacTos-
LM MOMEHT M3BecTHO 150 TakuxX reHOB, HO IIpea-
nosiaraetTcs, 4ro ux okojo 250. ITpumepamu 3aboie-

JleKkumn ons CTyAEeHTOB, OPAVHATOPOB U acnpaHToB
Lectures for students, interns and postgraduates



Bankanbckunin megnumHcKmn xxypHan, 2023, Tom 2, Ne2

Baikal Medical Journal, 2022, Vol. 2, No 2

BaHMIA 3TOM TPYINbI ABISIOTCI CUHAPOM DHXelbMa-
Ha u cuHapoM Ilpanepa — Buuiu. O6a 3a6oneBaHus
BbI3bIBAIOTCS UMIIPUHTUPOBAHUEM pailoHa XpOMOCO-
Mbl 159 (11.2-q13). Cunnpom DHxkenbMaHa (MU CUH-
JIPOM CYACTJIMBOU KYKJIbl) BO3HUKAET MPU BbIKJIIOUE-
HUU F€HOB JAHHOTO palioHa Ha MaTePUHCKOM T'OMO-
Jiore, B TO BpeMsl Kak rpu cuHapome Ilpanepa — Bui-
JIM — Ha oTHOBCKOM romouiore [1, 8]. KinuHuka 3a060-
JIeBAaHUWIA pa3Hasi, HECMOTPS Ha BBIKJIIOUEHUE OJHOIO
U TOTO Xe paiioHa 15-11 XpOMOCOMBI.
HacnenacTteeHHble 3a00jieBaHUS MOXHO paclipe-
JIEJIUTh B 3aBUCUMOCTH OT THNA KJETOK, I/ie UMEIOT-
Cs TEHETUYECKUE HapylLIeHUs: MyTalUu B MOJIOBBIX
KJIETKaX, MyTallMd B COMaTMYECKUX KJI€TKax, MyTa-
LIMM B MOJIOBBIX U cOMaTUYecKux Kietkax. [ToHsTHO,
YTO MYTallMM B TOJIOBBIX KJIeTKax OyayT nepeaaBaTh-
Csl IOTOMCTBY, a MyTallMM B COMAaTUYECKUX KJETKaX

OyAyT UMETh 3HAUYEHUE TOJIBKO JIJII OpraHmu3Ma, B KO-
TOPOM OHM Tipou3ouriu [3].

Kaunuueckasa raaccugpuxayusa daiie BCETO uUC-
MOJIb3YETCSl Y3KMMU CHELMAJIUCTAMU U OIpenesis-
€TCs MOpaXeHUEM OpraHa MW CHUCTEMbl OpraHu3Ma
(tabn. 2). Tak, Bce HacjleACTBEHHbIE 3a00JieBaHUS
MOXHO pa3leuTh Ha 3a00JieBaHUS XKeJyI0YHO-K1-
ILIEYHOTO TpaKTa, HEPBHOU CUCTEMBI, MEUYEHU, KPO-
BU U CUCTEMbl KPOBETBOPEHMUSI, JbIXaTE€IbHON CUCTe-
Mbl, OMOPHO-ABUTaTEJbHOIO arnmnapata u T. A. He-
CMOTpPS Ha TO, YTO 3Ta KjaccUdUKalMs XOPOILO MOo-
HSITHA JIOOOMY Bpauy, OHAa UMEET HEeJOCTaTOK, KOTO-
PBIH OTpeNeSIeTCs TUIEMOTPOITHBIM AEVCTBUEM TEHOB
U, COOTBETCTBEHHO, MHOXECTBEHHBIMU TMATOJOTUYE-
CKMMM U3MEHEHUSIMU opraHoB u cucrem [1, 9]. Io-
9TOMY JItI000€ HacjIeICTBEHHOE 3a00J€BaHUE TMPOSIB-
JIIeTCS HapylIEeHWSIMU BO MHOTHUX OpraHax U CHUCTe-

TABNNLUA 2

KNMHNYECKAS KNTACCUDUKALMA HACNEOQCTBEHHbIX BONIE3HEN MO OPFAHHOMY U CUCTEMHOMY

nPUHUUMNY

HepBHble 601e3HM

OHOOKPWHHbIE BONE3HN

KoxHble 60n1e3HM

['nasHble 601e3HN

3aboneBaHns
OMOPHO-ABUraTeIbHOro
annapaTta

BonesHu gpixatensHom
CUCTEMBI

3aboneBaHns
cepaeHHO-CocyancTol
CUCTEMbI

BonesHn neverHn

3aboneBaHns
YKEJYA0HHO-KNLLIEHYHOTrO
TpakTa

BonesHn noyex

BonesHu kposw

[Ncuxundeckmne 6onesHu

MuoToHus TomcoHa, MuogmucTpodum AdolleHa 1 bekkepa, HermpohrbpomaTos, CrinHanbHO-MbILLIEY-
Hasa aTpodus, 6onesHb MNapkuHcoHa, cuHapom [ybosuLa

ApeHoreHTanbHbI CUHOPOM, BPOXKAEHHbIA MMMOTMPEOS, TMNOMU3apHbI HaHU3M, cuHAPoOM bap-
ne — buana, cuHopom BepHepa, cuHapom Cunna

bynnesHbIn snnaepmMmonns, nxTnos, cuHOPoM bayma, CUHOPOM Heaep»XaHWsa nurMeHTa, BUTUAK-
ro, ncopmasa

BpoxxaéHHasa rnaykoma, amaBpos Jlebepa, NUrMeHTHbI peTuHnT, 6onesHb LLTtaprapara, 6onesHs
Hoppw, xoponaepemuis, aHMpuans, ceMeriHas peTuHobnactoma

AxoHApoancniasus, apTporpmnos, cHapoM Snnuca — BaH Kpesenbaa, runodocdarasus, Bpox-
[OEHHbIN HECOBEPLLEHHbBIV OCTEOreHes, CUHAPOM Anepa

CuHapom KapTereHepa, nepBuyHas NerodHas rmnepBUHTUNSALMS, CuHOpPoM Iyanacyepa, NéroyHas
dhopma MyKoBUCLIMAO3a, reMOopparnyecknin BackynuT (mypnypa LLleHneriHa — MeHoxa)

CeMeiiHasi rnepxonicTepuHemMVs, HacnedCTBEeHHbIN aMnIonaos, cuHaopoM MapdaHa, cvHAPOM
Anepca — [JaHno, KaTexonammHeprieckas )enyooqkosas Taxukapovsi, cuHopoM bpyraaa, Bpox-
[EHHBIN CUHOPOM CNaboCTy CUHYCOBOTO Y3/1a, KapOMoMMOnaTn HacedCTBEeHHOrO reHesa

CuHaopom XKnnbbepa, ranaktosemust, bonesHs BunbcoHa — KoHoBanosa, cuHapom Anaxxmns, DGUOK-
CUHAPOM, AehbuunT aHTUTPUMNCKHA anbda-1, ranaktosemusi, 6onesHb [olle, cuHapoM Anbnep-
ca — XyTTeHnoxepa, (hpyKTo3emMmst, TMPO3MHEMMS 1-I0 TVMa, HAPYLLEHNE OKVICTIEHVS B-KUPHBIX KCTIOT

CuHapom Manbabcopbumn, Lenmakns, KiedHas dhopma MykoBm1cumao3a, 601e3Hb [MoLle, CUHAPOM
Anaxxuns, 6onesHb MpLINpyHra

CuHgpom AnbrnopTa, 6one3Hb ae ToHu — [Jebpe — @aHKOoHN, HacneaCTBEHHbIN HePUT, Hecaxap-
HbI anabeT, cuHapom bapae — bruansa, HacneaCcTBEHHbI HEPPOTUHECKII CUHAPOM, aTUMUYHBIN re-
MOJSINTUKO-YPEMUHECKNA CUHAPOM, runodocdaTasms, FoMePYIOCKNEP03, HEMPOHOMDTNE PaHKO-
HI, CMHOPOM ANbCTPEM

"remochnnmns, aeduumnT anbda-2-aHTunnasmmHa, Tanaccemmsi, 6onesHb BunnebpaHaa, 6oneaHs PaH-
oo — Ocnepa, cuHapoM Jlyn-bap (aTakcus-TeneaHrmoakTasusl), reMopparnieckuin BackynmT (nyp-
nypa LLeHnenHa — 'eHoxa)

CuHapom [ayHa, lumsodpeHrsi, 6oneaHb AnbLreinvepa, Xopes ' eHTUHIToHa, CUHAPOM «KOLIaYbero
KpVviKa», cuHapomM KnarHdenstepa, addeKTnBHoe O1NonspHOe PacCTPOMCTBO, ayTU3M, ANCIEKCUS
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Max opraHu3Ma, ¥ Bpauy ObIBaeT TPYIAHO OMPEIeIUTh
Kakas cUCTeMa WJIM OpTaH MocTpaiaiu OoJibllie BCe-
ro. IIpu 3TOM OHO U TO XK€ HacjieICTBEHHOE 3a00J1e-
BaHNE MOXET UMETh HeCKOJIbKO (hOpM, TIPU KOTOPHIX
MPEMYILIECTBEHHO TTOPAXKAIOTCS pa3HbIe CUCTEMBI Op-
raHuzma. Ho Bce xe aTa kjaccudukauusi 10CTaTou-
HO YacTo MPUMEHSETCS B MPAKTUKEe, TaK KaK BKIIO-
YaeT CUHAPOMAJIbHBIN MOAX0 K AMAarHOCTUKE, KOTO-
DBIif TIO CYTH SIBJISIETCSI OMHUM U3 3TAIlOB ITOCTAHOB-
KM JMarHo3a B KJIMHUYecKoi mpaktuke [10].
Knaccudukanus no Tumy odOMeHa BelecTB paccMma-
TPMBAET TaK Ha3bIBaeMble HACJIEACTBEHHbIE OOJIE3HU
oomena (HBO). OnHoit u3 HanboJiee MOJHbIX KJlac-
cudpukanuiit HBO saBnsercs ouoxumuueckasn xaaccu-
durxayusa. CerogHs oHa BbIIesIeT 15 OCHOBHBIX TPYIIIT

0osie3Hel oOMeHa B 3aBUCUMOCTU OT MOBPEXIEHHO-
ro HacJIeCTBEHHOU MaToJorueil MeTadboanyecKoro
nyty [3]. OHa gBisieTcsd ONHOW M3 BOCTPEOOBAHHBIX
cpenu J1abopaTOPHBIX M KJIMHUYECKUX TE€HETUKOB,
TaK KakK XOpOILIO OINMKUCHIBAET ATUOJOrMYECKUe, OUO-
XMMMWYECKHUE U MATOTEHETUUYECKME MEXaHU3MBbl pas-
BUTUS HACJIENCTBEHHOM MATOJOTUU, a 3HAYUT, OO-
JIeTYaeT g Bpaya JUArHoCTUKY W Ha3HauyeHue Jie-
yeHud (Tabu. 3) [11].

IIpu paccMOTpeHMM HaceACTBEHHbIX OOJie3HEN
0oO0MeHa HEKOTOPbIE aBTOPHI BBIAESIOT KIMHUYECKUE
TPYTIIbI, JUIS1 KOTOPBIX XapaKTepHbl OCOOEHHOCTH, MO~
MoOrarolue rnmocTaBuTh AMarHo3. I1pn aTom ucnosib3y-
0T MTaTOT€HETUYECKUI MPUHLMM 110 (DOPMUPOBAHUIO
MeTabosnyeckoro nedexkra (Harpumep, dH3MMoIa-

TABJINLUA 3

HACNEOCTBEHHbIE BOJIE3BHU OBMEHA

HapyLueHnss obmeHa aMMHOKUCIIOT 1 6ekoB

AnkanToHypust, anbOVHV3M, MMCTUANHEMAST, FOMOLIMCTUHYPWS, NENUmMHO3, de-

HUNTKETOHYPWA, LNTPYNTMHEMIA

HapyLueHnss obmeHa yrneBoaoB

PpyKTO3EMUS, NNaKTa3Hast HEOOCTAaTOHHOCTb, FMKOreHO3bl (bonesHb [npke, 60-

nesHb Nomne, 6onesHb Kopu, 601e3Hb AHOEPCOHa, 601e3Hb Mak-Apana, 60-
nesHb epca, 6onesHb Tapyw)

HapyLueHns obmeHa »XXUPHbIX KUCNOT
N KETOHOBbIX TEN

Hecbvumt aumn-KoA-germgporeHasbsl co cpegHen gnnHon uenu (MCAD),
nednumt 3-ruapokenaumn-KoA-gervaporeHassl ¢ annHHon tensto (LCHAD),

nedvumt aunn-KoA-gernaporeHasbl ¢ 04eHb AnmHHoM Lensto (VLCAD), rnyTta-
poBast auvaemus Il Tuna

HapyLueHnst sHepreTuyeckoro Metabosmama

BonesHb Anblrermepa, 6oneaHb MNapkHcoHa, 601e3Hb XaHTUHITOHA, BOKO-

BOVI aMUOTPOGMHECKIMIN CKTepo3, cnHapoM KepHca — Cenpa

HapyLueHns obmeHa nypuHOB, MMPUMUAUHOB
N HYKNEOTVAOB

HapyLueHnss meTabonmama cTeponaoB

HapyLueHnst obmeHa rema 1 nopupruHoB

Leduumnt ageHnnocykumHaTmassl, cuHgpom Jlewa — HiuxaHa, cuHopom Ken-
v — Curmunnepa

BpoxxaéHHas AUCyHKLMS KOpbl HAAMOYEYHKOB, rMnoaibA0CTEPOHN3M

OcTpast nepemexaroLLasics nopdurpnst, BROXXOEHHAS 3PUTPONO3TUYECKaAs MOp-

rpris, HacNeaCcTBEHHbIN reMoxpomaTos | Tvna

HapyLueHnst obMeHa >XXMPOB 1 NUMONPOTEVHOB

CemeliHas runepxonectepuHemmsi, 6onesHb Mole, 6onesHb Tes — Cakca, 60-

nesHb HuvaHHa — Muka

HapylweHnsa rnvkosnanpoBaHng 1 gpyrie
60one3Hn, CBA3aHHble C MoaudvKaumen
6enkoB

JInzocomHble 601e3HN

CuHpopoM Yokepa — Bapbypra, cuHapoM Oykysambl

CuHppom XaHTepa, cuHapom lypnepa, 6onesHb HumanHa — Mnka, 60nesHb

['owwe, 6one3Hb Papbepa

["lepoKCHCOMHbIE 6onesHn

X-cuenneHHas agpeHonenkoancTpodus, pUsoMmnenHeckast TodeqHast XoH-

apoancTpodusd, cuHapoMel Pedbcyma 1 LienbBenrepa, runepokcanypus | tuna

HapyLueHnst obMeHa HenpoTPaHCMUTTEPOB

BoneaHb AnbureriMepa, 6onesHb [eHTUHITOHa, 6onesHb [apkuHcoHa, CUH-

npom JlambepTa — VIToHa

HapyLueHns obmeHa BUTaMUHOB ¥ APYTrX
HEOENIKOBbIX KOHaKTOPOB

HapyLueHnss obmeHa MeTanioB 1 aHVOHOB

3aboneBaHns 1 COCTOSHWSA, CBA3aHHbIE
C HapyLleHnem obmMeHa KCeHOBNOTUKOB

HepocTaTo4HOCTb BNOTUHMAASDI, HapyLleHne obwmeHa DONMEBON KUCNOTbI

BonesHb BunbcoHa — KoHoBanosa, 6o1e3Hs MeHkeca

Heduunt rnytatnoHTpaHcdepasasl, AeumumnT N-auetuntpacdepasbl 2, Bo4a-
HOYHOMOAOOHbIN CUHOPOM
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TABNNLUA 4

KNWHNYECKAS KNTACCUDUKALMA HACNEOCTBEHHbIX BOJIEBHEA OBMEHA

HapyuieHns cuHTesa

1 pacnaga broMakpoOMOeKyn BEHHOCTSIMA NVATAHS

CUMNTOMbI MOCTOSHHbIE, nporpeccrpyoline, He 3aBUCAT
OT NHTEPKYPPEHTHbIX 3aboneBaHNIn 1 He CBsI3aHbl C OCO-

JIn30coMHbIe, MEPOKCUCOMHbIE
oonesHu

OcTpast IHTOKCUKALWSA: PBOTA, IETapris, KoMa, NMeYEHOH-

BoneaHn
VHTOKCUKALUMOHHOIO Tuna

Hasi HeOCTATOYHOCTb, TPOMBO3IMOONNS
XpOHMYEeCKas MHTOKCUKaLWIS: MPOrpeccupytoLLias 3aaepK-
Ka ncuxomMoTopHoro passutis (BMNMP), kapavomMuonaTis

HapyuueHns obmeHa amnHo-
KWCIIOT, OPraHN4eCcKIX KUCIOT,
LVKJ1a MOYeBVIHb!

AUMAOS, KETO3, MMNOMNKEMUS, TMNEPaMMOHNEMUS U T. A.

HapyLueHns obpazoBaHns

ONCTPOVIst MeveHn
N YTUIN3ALMN SHEPTN

JNakTaTaunaos, rmnornmkemMmst

MbilLeyHas rnoToHus, kapanommonaTus, 3IMP, xxunposas

MuToXOoHOpWaNbHbIE 6ONE3HM,
60one3Hn obMeHa >XXMPHbIX KIC-
10T, MUKOreHO3bI

TUU, 00JIe3HM HAKOIUICHMS U T. 1I.), a TaKXKe MO JIO-
Kanu3aluu aedekra (Harnpumep, JM30COMHBIE, Te-
POKCUCOMHBIE, MUTOXOHAPHUAJIbHbIE OOJIE3HU U T. 1I.)
(taban. 4) [1, 3, 11].

HMcxonsa u3 MeTogoB J1abopaTOpHON JMArHOCTH-
KW HacJelICTBEHHbIEe 3a00JIeBAHUS MOXHO Pa3AeaUTh
M0 MYTallMOHHBIM CIIEKTPaM U ONTHUMAaJbHBIM ajro-
putMaM JIHK-guarHocTuku, KOTOpble B OCHOBHOM
HCIOJB3YIOTCS JIabopaTopHbIMU TeHeTuKamu. Kiac-
cuduKalrs BKIIOYAET KJIACChl HACIEICTBEHHOW Ma-
TOJIOTUU, BbI3bIBAEMbIE MaXKOPHBIMU WM MUHOPHBI-
MU reHamu [2].

3AKJTFOYEHUE

Knaccudukanust Hacie1CTBEHHOM NaTOJIOTUHA SIB-
JIIETCS BaXXHBIM KJIIOUYOM K JUArHOCTUKE, JICYEHUIO
U npodujIakKTUKe HaCJIeCTBEHHbIX 3a00eBaHuil. He-
CMOTpPS Ha TO, YTO FeHEeTUYeCKue 3a00J1eBaHUsI B Ha-
CTOSIIIIMI MOMEHT MPEICTaBI€Hbl OTPOMHBIM KOJINYE-
ctBoM cuHApoMoB (110 Online Mendelian Inheritance
in Man — 6osee 16 000), nMeHHO Hay4HO OOOCHOBaH-
Hasl KiaccuduKalys moMoraeT MpakTUKYIOIIEMY Bpa-
Yy MOHSITh 3TUOJIOTUIO, MATOreHe3 U c(popMyIupoOBaTh
nuarHo3 0ose3Hu. IToaTomy rnoHMMaHue TOTo, K Ka-
KOMY KJjlaccy 3a00JieBaHUI OTHOCUTCSI Ta WU MHas
HacJIeICTBEHHAs! MaTOJIOTUS, SIBJISIETCS OAHUM U3 BaX-
HEHIIMX 3TaroB €€ TMarHOCTUKM.

JINTEPATYPA / REFERENCES

1. Tunrep E.K., ITy3bipeB B.I1., KyueB C.W. (pexn.).
Meduyunckas eenemuxa: HAUUOHAABHOE PYKOBOOCHBO.
M.: TOOTAP-Menua; 2022. [Ginter EK, Puzyrev VP,
Kutsev SI (eds). Medical genetics: National guide-
lines. Moscow: GOETAR-Media; 2022. (In Russ.)].
doi: 10.33029/9704-6307-9-GEN-2022-1-896

2. MyrtoBuH I'.P. Kawunuueckas eenemuxa. I'enomu-
Ka u npomeomMuKa HacaedcmeeHHol Namoaocul: y4ebHoe

Jlekunn ons CTyAeHToB, OPAVHATOPOB U acnpaHToB
Lectures for students, interns and postgraduates

nocobue. M.: T'DOTAP-Menua; 2010. [Mutovin GR.
Clinical genetics. Genomics and proteomics of heredi-
tary pathology: A textbook. Moscow: GEOTAR-Me-
dia; 2010. (In Russ.)].

3. boukoB HII, ITyseipe BII, Cmupnuxun CA
(pen.). Knunuueckas eenemura: yueonux. M.: TOOTAP-
Menua; 2022. [Bochkov NP, Puzyrev VP, Smirnikh-
in SA (ed.). Clinical genetics: textbook. Moscow: GE-
OTAR-Media; 2022. (In Russ.)].

4. Txkauyk E.A., Cemunckuii 1.2K. Metoapl co-
BpPEeMEHHOI TeHETUKM. balikarvckuil MeOuyuHcKull
acypran. 2023; 2(1): 60-71. [Tkachuk EA, Seminsky 1Z.
Methods of modern genetics. Baikal Medical Journal.
2023; 2(1): 60-71. (In Russ.)]. doi: 10.57256,/2949-
0715-2023-1-60-71

5. CyxopykoB K.T'. T'eHetuka MyjbTudaKTOpU-
aJIbHBIX 00JIe3Hel uenoBeka. [lpuopumemuole HayuHble
Hanpasaenus: om meopuu Kk npakmuke. 2014; (11): 57-
62. [Sukhorukov KG. Genetics of multifactorial hu-
man diseases. Prioritetnye nauchnye napravleniya: ot te-
orii k praktike. 2014; (11): 57-62. (In Russ.)].

6. Cemunckuii M.2K. MenuuuHcKasi reHeTHKa:
XpOMOCOMHbIe 0ose3Hu (nekuus 2). Cubupckuil me-
Juyunckuil ncypraa. 2001; (1): 83-85. [Seminsky 1Z.
Medical genetics: Chromosomal diseases (lecture 2).
Siberian Medical Journal. 2001; (1): 83-85. (In Russ.)].

7. Ilenguna A.A., EdpumoBa O.A., Ky3Heno-
Ba T.B., bapanos B.C. boje3Hu reHOMHOTO UMITPUH-
TUHTA. XKypran akywepcmea u scenckux oosesmei. 2007;
LVI(1): 73-80. [Pendina AA, Efimova OA, Kuznet-
sova TV, Baranov VS. Diseases of genomic imprint-
ing. Journal of Obstetrics and Women's Diseases. 2007
LVI(1): 73-80. (In Russ.)].

8. Ilenguna A.A., I'punkesuuy B.B., Ky3Heuo-
Ba T.B., bapanos B.C. MetunupoBanue JJTHK — yHu-
BepCaIbHBIN MEXaHU3M PETyJISIIIMN aKTUBHOCTU TEHOB.
Ixonoeuueckas eenemuka. 2004; 2(1): 27-37. [Pendi-
na AA, Grinkevich VV, Kuznetsova TV, Baranov BC.
DNA methylation is a universal mechanism for regu-
lating gene activity. Ecological Genetics. 2004; 2(1):

27-37. (In Russ.)].



Bankansckunin meguumHeKkmi xxypHan, 2023, Tom 2, Ne2

Baikal Medical Journal, 2023, Vol. 2, No2

9. KpacHoB M.B., Kupunnos A.T'., Kpac-
HoB B.M., CaBackuna E.H., AGpykoBa A.B. Ha-
CJIeNCTBeHHBIC OoJie3HM y neTeit. [Ipakmuueckas me-
OJuyuna. 2009; 39: 22-30. [Krasnov MV, Kirillov AG,
Krasnov VM, Savaskina EN, Abrukova AV. Heredi-
tary diseases in children. Practical Medicine. 2009; 39:
22-30. (In Russ.)].

10. dxonc K.JI. Hacaedcmeenrwie cundpomsi no J>-
eudy Cmumy. Amaac-cnpasounux; M.: I1paktuka; 2011

KoHdnmKT nHtepecos
ABTOPbI AEKNAPUPYIOT OTCYTCTBME SIBHbIX U MOTEHLMAsNbHbIX KOH-
IMKTOB UHTEPECOB, CBSI3aHHbLIX C Nybnmkauven HacTosLen cTa-
TbU.

WUcTo4HuK buHaHcupoBaHus
ABTOpPbI [EKNapupytoT OTCYTCTBME BHELIHero (uHaHCUpoBaHUs
0N151 NPOBEAEHMs CCneqoBaHns 1 nybamkaumm ctatbu.

UHdopmaumsa 06 aBTopax
Tkauyk EneHa AHaTonbeBHa — [.M.H., OOLEHT, npodeccop kade-
Opbl NaToNiorMyeckor rsnonorm n KAnMHUYecKolr nabopaTopHoii
onarHocTuku, ®reQy BO «/pKyTckuii rocyaapCTBEHHbIN MeanLIMH-
ckuin yHnBepcuteT» Munsgpasa Poccum. ORCID: 0000-0001-7525-
2657
CemuHckuii Uropb XKaHoBuY — [.M.H., Npodeccop, NpOpeKTop
no Hay4Hon paboTe, 3aseqyoLmin Kadegpor NaTonornyeckon hu-
310N0Mn N KNMHNYecKol nabopaTopHoi guarHoctuku, ®re0Y BO
«/IpKYTCKWI rocyfapCTBEHHbIN MEAULIMHCKNI YHBEPCUTET» MUH3-
npasa Poccun. ORCID: 0000-0002-7530-0716

Ans nepenucku
Tka4vyk Enena AHaTtonbeBHa, zdorowie38@gmail.com

MonyyeHa 21.05.2023
MpuHaTa 25.05.2023
Ony6nukoaHa 10.06.2023

[Jones K.L. Hereditary syndromes according to David
Smith. Guide. Moscow: Praktika; 2011. (In Russ.)].

11. 3axapoBa E.IO., baiinakosa I'.B., Muxaiino-
Ba C.B., ITuenuna C.H., Kpacnononbckas K. . Jlu-
30comuble 6one3nu Hakonsenus. M.: TOOTAP-Menna;
2021. [Zakharova EYu, Baidakova GV, Mikhailova SV.
Pchelina SN, Krasnopolskaya KD. Lysosomal storage
diseases. Moscow: GEOTAR-Media; 2021. (In Russ.)].
doi: 10.33029/9704-6321-5-LAD-2021-1-424

Conflict of interest

The authors declare no apparent or potential conflict of interest re-
lated to the publication of this article.

Funding source

The authors declare no external funding for the study and publica-
tion of the article.

Information about the authors
Elena A. Tkachuk - Dr. Sci. (Med.), Professor at the Department
of Pathological Physiology and Clinical Laboratory Diagnostics, Ir-
kutsk State Medical University. ORCID: 0000-0001-7525-2657

Igor Z. Seminsky - Dr. Sci. (Med.), Professor, Vice-Rector for Re-
search, Head of the Department of Pathological Physiology
and Clinical Laboratory Diagnostics, Irkutsk State Medical Univer-
sity. ORCID: 0000-0002-7530-0716

Corresponding author
Elena A. Tkachuk, zdorowie38@gmail.com

Received 21.05.2023
Accepted 25.05.2023
Published 10.06.2023

JleKkumn ons CTyAEeHTOB, OPAVHATOPOB U acnpaHToB
Lectures for students, interns and postgraduates



	С
	Пустая страница
	Пустая страница
	Пустая страница




