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[ eHeTKa XNoponnacToB

* MaTepuHCKnM TN HacnegoBaHUS

* OTUOBCKUWM TUM HacneagoBaHUS

MyTauum nnactugHbIX reHoB y Chlamydomona

- HecnocobHOCTb K POTOCUHTESY

- HyBCTBUTENBLHOCTL K TeMNepaTypPHbIM
donyKkTyaunam

- YCTOWYMBOCTL K aHTUOMOTNKAM UNK
NOTPEDOHOCTb B HUX

{ R



NincTen Ha BeTxax
C THIMMHKAMM




Kak onpegenntb BHEAOEPHYIO
HacneaCcTBEHHOCTb:

Pas3nunyna B pesynesratax peunnpoKHbIX CKpeLLnBaHnn

Hanun4yune cBa3n mexay HacrnegoBaHUeM onpeaeneHHbIX
NPU3HAKOB 1 NepPeHOCOM B KNETKY onpeaeneHHoU
yutonnaamatnyeckon [HK

HeB0O3MOXHOCTb BbISIBUTb CLEMIEHHOCTb onpenesieHHbIX
reHoB C XpOMOCOMHbIMU T’EHaMI

OTcyTCTBUE TUNNYHOIO MEHOENEBCKOro pacLlensieHus
NPU3HaKoB B NOTOMCTBE, 3aBMCUMOIO OT PaCXOXOEeHUS
FOMOJ1IOTMYHbLIX XPOMOCOM B MeNo3e

He3aBUCUMOCTb NnpodaABIiEHUA NMPUN3HaAKa OT 3aM€EHbIl AAEP B
KINeTKaX



LinTonnasmartmnyeckaga My»xckas
CTEPUNBHOCTbL

* My>XcKas CTEPUITBHOCTL - ABMNEHNE NosABEHNA OPM, KOTOpbIE
He 0bpa3yloT NbifibLy UMM 06pa3yoT NbiNbLy, HE CNOCODOHYIO K
ONSI0O0TBOPEHUIO.

* ECTb dpOpMbl MY>XCKOW CTEPUSTIBHOCTN Hacnegyemble no
mMaTtepuHckomy Tuny — LIMC nnn untonnasmaTtmyeckaa myxckas
CTEPUNBbHOCTD.

* /IlccneooBaHoO Ha KyKypy3e, Tak Kak ecTb 2 Tuna LUMC: Texacckum
(T), monpgaBckuu (S).



Boccranosienue QpepTuabHOCTH
ObUIBIIBI UCIIONB3YIOT HA MPAKTUKE
IUISl IOTYYEHUS T€TEPO3UCHBIX
JBOWHBIX MEKIMHEHHBIX THOPUJIOB

KYKYPY3bI
JUHHH: A B C
uut> rfrf unt" rfrf unt rfrf unt. RfRf (AxB) x(CxD)
UMC depTHAbLHAR MC depTHALHARA ABOWHOM rMbpua
(«3axkpenureans») («BOCCTAHOBHTEAbY)
P: ckpeluHBaHHe JHHHH:
A X B C X D
uut rfrf uut. rfrf unt rfrf uut RfRf
Fi: (A X B) X (C X D)
UMC depTHALHLIA («BOCCTAHOBHTEALY)
UHT rfrf unt RfRf
Fa: nmoiiHoM rHOpHA: (AXB)X(CXD)
uuT Rfrf

depTHABHBIA
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3puTeabHLIt HEPB B HOpMe

NMopapok HacneaoBaHusa

MTJHK
MyXUMHbI HOCAT B cebe
MaTepuHckyo MTAHK,
HO TONBLKO XEHLWMHBI
nepeaatoT ee CBOMM
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[ eHeTKa MUTOXOHOPUN
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13 6enkoB aspobHoro gbixanus, 22 TPHK, 2 tTuna pPHK

Arpodus 3pureAbHOro Hepsa
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CxemaTtuyHoe uzodpaxkenue (PUIOreHEeTHYECKOI0 JIpeBa MUTO-

XOH/IPHAIBHBIX ramorpynn [5]



MERRF 3aboneBsaHue

Camapom MERRF
Canppom MELAS
Arpodus
3PHTEBHBIX
- sepeos JleGepa
Camapom Kepac-Celiepa



MERRF
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Kannmsecmiit pasbop Hay4Horo ueHTpa Hespoaorvm PAMH

Kinnuueckoe Ha001eHHEe CHHAPOMA
MERRF ¢ neTaJpHbIM HCX0A0M
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CuHgpom [NnpcoHa

HepBxan cucTema asa
SNUNPUCTYNbI, CNA3Mbl, 3a- Onywexu |
AEPXKN Pa3BUTKUA, MyX0Ta,  MOXHOC I
AEMEHUMS, MHCYNLT (4acTo A0  (HapyxHaa oPTansmorne-
40 ner), fedexTol 3pUTENLHOA TUA), CNEnoTa (MUrMEHTO3HbIA
CUCTEMbI, HAPYLLEHNA 6anaH-  PETUHMT, ONTU4eckas atpo-
ca, Npo6nemsbi ¢ nepudepuye- (ua), Karapakra
CKMUMU HEpBamu
CxeneTxbie
Cepaue MbILLLbI
Kapanomuonarus MbiweyHas
(cna6ocTh cepaeyHoi CNaocTy,
MbiLLLbI), 610K NPOBO- HenepeHocu-
AUMOCTH MOCTb (Pu3uye-
CKMX Harpy3oK,
MeyeHo4Hasa q, m
He10CTaToy- O e
HOCTb (pejko 3a Muwesapu-
UCKINIO4EHUEM TeflbHbIR TPaKT|
JeTen C CMHAPO- TpyAHOCTH
MOM Jienneuuu [NOTaHus, pBo-
MTOHK), Xu- Ta, XpOHUYe-
pOBOIA renato3 CKas mapes,
(cTearos , CUMITTOMbI MH-
TeCTUHANbHON
Moiku 06CTPYKLH,
Cunipom eHme
DanbKOHM ePENONHEH-
(BbIX0A HEO6X0AUMBIX HOCTH xenyaxka|
METa60NUTOB B MOYY),
HePPOTU4ECKMIA CUHAPO
(pefixo 33 UCKMI0YEHU- Nopxenypoynas
em MnajieHues ¢ aedu- xenesa
UMTOM KO3H3MMA Q. ) Anatet
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Cungpom HAPIT / NARP syndrome

CUHOHUMBI: Neuropathy - ataxia - retinitis pigmentosa
Koa MKB-10: G31.8

Orpha N¢ ORPHA644

MIM N2 551500

CuHgpom HAIMP pacwudposbiBaeTcs Kak HeBponaTua, aTakCus W MUIMEHTHbIR
PeTUHUT. KNUHUYECKU reTeporeHHoe COCTOSHNE YacTo XapaKTepusyeTca coveTaHueM
CEHCOPHO-MOTOPHO HEMPONaTUX, MO3)XeYKOBOW aTaKCUN U KYPUHOW CNENoTbI.

PacnpocTpaHeHHOCTb 3TOro 3aboneBaHus oueHuBaeTcs B 8 cnydaeB Ha 100 000
HaceneHua.

3TOT CUMHAPOM HacNeayeTca No MaTEPUHCKOM NUHUK, U 0BYCNOBNEH MyTauUe B reHe
MTAHK, kogupytowem cybbeanHuLbl ATdasbl. MyTaumsa Takxe npucytersyet y 8-10%
NaUMeHTOB C 60N1e3HbIO JTn.

KnuHuKa. MyTauus reHa npUBOANT K TAXENbIM HapyleHUeM OKUCIUTENbHOro
HOCHONMPUPOBAHNA U CUHTE3A MUTOXOHAPUANbHLIX AT®, K CHUXEHUIO KNETOYHOW
3HEpPruu, U rubenn KNeTok, B 0COBEHHOCTH, B TKAHAX CU/bHO 3aBMCALLMX OT npolecca
OKUCUTENBHOTO HOCHOPUINPOBAHUSA, TaKUX KaK HEPBHAsA TKaHb U ceTyaTka.

HAPI 06bI4HO NPOSBASETCA Y MONOABIX Ntogen. KNUHUYecKan KapTuHa BKNKOYaeT B
ceba KOMBUHALMIO U3 CReayroLIMX CUMNTOMOB: PaHHAA PETUHONATUA C U3MEHEHUAMM
no TWNY «COMb C NEpLEeM», MUTMEHTHbIA PETUHUT, BANOCTb NanNUANAPHORA 30HbI,
HUCTarM, CrenoTa, foTeps CNyxa, CYAOPOrM, aTaKCus, CEHCOpHas Hermponatus W
MPOKCUMasibHasA HeporeHHas MblweyHas cnabocTb, 3afepXKa pasBuTus, aTpodpus
KOPTUKOCNMHANBLHOIO TPakTa, cnaboymue.

AvarHos. [laHHble anekTpomuorpapuu W NpPOBOAUMOCTU HEPBHbIX BOMIOKOH Y
nauveHToB ¢ cuHapoMoM HAMP cBUMAETENLCTBYIOT O Mepudpepuyeckon CeHCOPHO-
MOTOPHOM HernponaTuu.

LleHHbIM Y Takux NauyueHToB sBnseTcs opranbMonornyeckoe obcnefoBaHue, Tak Kak
B 60NbWMHCTBE Cny4yaes BbIABNAKOTCA PETUHONATUA C USMEHEHUAMMU NO TUNY «COJib C
nepuem» U KypuHaa cnenota. OCMOTP rNasHOro [Ha BbiABNAET MHOXECTBEHHble

maEQ 3 v © “Ul 17 % 8:05

ase definition

Neuropathy, Ataxia, and Retinitis
Pigmentosa (NARP) syndrome is a
clinically heterogeneous progressive
condition characterized by a combination
of proximal neurogenic muscle weakness,
sensory-motor neuropathy, ataxia, and
pigmentary retinopathy.

ORPHA:644

Classification level: Disorder

Synonym(s):

Neurogenic muscle weakness-ataxia-
retinitis pigmentosa syndrome

Neuropathy-ataxia-retinitis
pigmentosa syndrome

Prevalence: 1-9/100 000

Inheritance: Mitochondrial inheritance

m G Q 3 O ® “41 16% [ 8:05
€ssS and 10ss OoT visual Tield. uther
res may include short stature, seizures,
ospinal tract atrophy, depression,

dementia, sleep apnea, hearing loss or

cardiac arrhythmias.

Etiology

NARP syndrome is caused by a
m.8993T>C/G or by the recently reported
heteroplasmic de novo ¢.8989G>C mutations
in the subunit 6 of mitochondrial H(+)-ATPase
gene (MTATP6). Most NARP patients have
70-90 % mutated mitochondrial DNA. The
m.8993T>G mutation is also present in 8-
10% of patients with Leigh syndrome when
mutated mitochondrial DNA is > 90%.

Diagnostic methods

Diagnosis is based on clinical manifestations,
electroretinogram, and genetic testing.
Peripheral neuropathy may be demonstrated
by electromyography, whereas an MRI may
pick up cerebral and cerebellar atrophy in
later stages. Serum lactate may be normal or
elevated.

Differential diagnosis




weans JIu, obycrosaennas Myrauneit rena SURF1: gnarno-

© Koanexmue asmopos, 2014

I.C. OBcainnukosa!, M.1. Kaaununa!, A.A. batiguabguna!, A.A. Xawampsan’,
M.A. Macuan', H.C. Cmemanuna'?

CHUHAPOM ITMPCOHA

IOIrBY ®HKL AFOM um, A, Porauesa M3 PO,
2QIr'BY BI1O PHUMY um. H.W. IMuporosa M3 P®, Mocksa

B crarse npeacrasaen P P
nereit — cunapoma upcona (CII). Hepsuie Kanunueckne npossaenns 3a601eBanNs B BIUIe aHEMN
PASAHYHON CTENEHM BRIPAZKEHHOCTH HA NEPBOM roAy Axusun xapaxrepns: 1as CII, uro coszaer onpe
JleIeHHBIe TPYAHOCTH ¢ HOCTAHOBKOMN AMarno3a. OCHOBBIBANCE HA AHAJIM3E ANTEPATYPHBIX JaHHBIX

cober X K. 6 it (7 60abHbBIX), CPOPMYAHPOBAHBI AHATHOCTHUECKNE KPHTE
PHI, O3B0, P puts CII n u3bexmars HASHAYEHNS HEAJACKBATHOrO JEYEHIL.

P K. cayuaes i 0 3abo.

Knrwoveswe crosa: cundponm ITupcona, Mumoxondpuonamus, demu, YyeHemeHue Kposemeoperus.

The article presents the detailed analysis of clinical cases of Pearson syndrome (PS), which is a:
extremely rare disease in children. Early clinical features ifest as ia of variable sever
ity in the first year of life, it creates some difficulties in establishing the right diagnosis. Based o
literature data and own clinical observations (7 patients), the diagnostic criteria are formulatec
allowing to suspect PS in time and to avoid inadequate treatment,

Key words: Pearson syndrome, mitochondriopathy, children, hematopoiesis depression.

Cunapom Ilupcona (CII) - MmyapTHCHCTEMHOE B reHOMe MHTOXOHAPHil, 4TO MO3BOJMJIO OTHECTI
Nepanue ¢ mnpeobiaajalomMM BOBJeYeHHeM JaHHOoe 3abojeBaHNe K MHTOXOHApHOnarTuam [2].
JIeTBOPEHMA, NoKenyaounoit xkenesnt (I17K) Muroxouapuaabible 601e3HN — rpynna Hacaes
JUEHM, pasBuBalONleecAa BeaeAcTBHe JedieKTa  CTBeHHBbIX 3afoseBanHuil, CBA3AHHBIX ¢ AedeKTaMH |
wxouapuansuoit JHK (mt/[HK). (DYHKIHOHHPOBAHMH MHTOXOHAPHIL, NPHBOAALILNMI
JCHOBHBIC CHMITOMBI JAHHOro 3a00JeBaHHMA K HAPYIIEHHAM JHepreTHveckKoro meraboamama |
i BrepBbie onucansl B 1979 r. npod. l'osapgom  kaerkax. @yHKIHE MHTOXOHAPHIT KOHTPOJHPYIOT
corom (H.A. Pearson) u Bkaovuanu B cebs pep-  ca kak ageproit (a/lHK), rax n mr/IHK. [Mocnegua:
ePHYIO CHAEpPOOJIACTHYIO AHEMHIO, BAKYONH3a- Koaupyer pubocomanasnyio u Tpauncnoprayio PHEK
KJIOTOK MeMONOITHYECKHX NPEeAMIeCTBeHHHIL B A TaKKe HEeKOTOphle Cy(OheAMHHIB! 3JIeKTPOHHOI
HOM MO3re, 9K30KpuHHY auchynkmmio [T, asixarenssoil nemu.

[paKTepHLIM paHHMM aeboTom saboneBanus, B kaxaoi KjaeTke cogepyKaTCA COTHM Kormi
iHO B BoapacTe 10 1 roaa [1]. Mt/IHK, Tak Kak Kayjaasa MHTOXOHAPHA BRJIIOUae
10 ner cnyers y nanMeHTOB ¢ AAHHBIM cuMM- B cefa HecKoabKo (0T 2 a0 10) maeHTHUHBIX Kol
1okoMIiekcom Obin BeiaBaen Moaexyaapuo- JIHK, a B kaxaoil KJeTke COAePHKUTCA MHOMKECTBI
THUeCKMit AedeKT B BHAE KPYIMHON Aejenuy  MHTOXOHApuit. MyTamus MOXKeT BOSHHKATH BO BCel

lonmaxmuan unpopmayus:

[ laauna Cep ~ HAYYHBI COTD oTAena onT

aGonesanuit PHKIL gerckoit remaronorus, onkonorun u ummysosorun us., J1. Poravesa

wipec: 117997 r. Mocksa, I'CI1-7, ya. Camopnt Mawena, 1
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BECTHUK S

PSYCHIATRY AND NEUROLOGY

NOAOCTPAA
HEKPOTH3HPYIOLLIAA
JHUE®PAJIOMHEJ/IONATHA -

CHHAPOM JIEAL. -~
CA0XHbIU KJIMHHYECKHH
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CJIY4YA

MumoxondpuarLNMe 3A00ACOONER ~ CAONNEN JCMEPOIENNGA ZPYNNG NACACICmEeNNNX Jaboseaanull U ROMOSOIUNECKUX
cocmosnull, OGYCAORACNNMEC NAPYWeNUNNY cmpyxmyps, @ywxyuu smumoxondpull ¥ mxanecsoro daxanun. B cexsw ¢
NOAUOPIGNNINM BOPEICCHUCH, YHOCTUCM Nepenol u Mwwewwold myawy, mpydnocmwe JuazNocmuKy U ocolenmocmasy
ACYCNUS EMOCARIOM UX KOX COMMMNY SIXNRMU paidcianu & demexod wespasozuy. B dawwoll cmamse paccMampueaemcs
KAUHUNOOKOE HOGM0GENUE NAYUENMQ, ¥ KOMOPOI0 NE UCKAONACIMCE MUMOXOMIPUGALNOE 260M0FANIE, O UNERKO Cundpon S,
OmMevennt NOVAAWKNE NPORESENUN GOACING, @ MaK XC€ PEIYALMAMM KAUNUKO-AQGOPAMOPNGIX U UNCIIDYMENMIQARN bX

darsx. Fenemunecxoe uecaedosanie Ne nPosodusocs

Kamoveaue cA06a: Mumoxondpuarisiee 106040000 ux, NOGOCIMPAN HEXPOMUILPYIOUUN nyodasonuesonamuy, cundpos Jex,

HOPYWenus olMena.

Cumapose Jlen (C1) san nOAOCTPEA  HEKPOTHINDYIO (LGN
INUHEPAIOMHENOMATIEN =  PEAXOE  NPOTPeCCHPY otLee
sabosenanne UeNTPARLHOR e pmitoit CHCTEMM,
NPOARINIOWCECA B  PAHHEM ACTONOM BOIPXTE W
XAPA KTEPIEH PYIOMIeecs CIEM ITTOMAM M NOPaRRHIA
COPpoOro  pewmecTsa roA0NNOro monra (1)
PactipocTpaneniocts NP poxasiim  Cocrananey
npusepno 1: 36 000 cayvaem (3] Cumapose Jden (Jln,
Leigh) RBARCTCA eH ETISECKI MeTE POreH HhiM
3a000CBARMEM: K €r0  BOTHMEHOBEHMI  UPKBOANT
MYTRLMM B 10 HAX, KOAMPYIOUBIX GRAKH IHEPIeTHIECKOro
ofmesa, » ToM wncae Geaxn xommaexcon L IL UL IV, V

cayManx - ocrpo fps sauudecranms Ka nepnom roay
KILINM  BPOMCXOANT YTPATA  pasee  npuolperes max
NCHXOMOTOPILIX  HATMKOR, parmstmaeren  Anddyanas
MLIEEYHAR FHIOTOMME, NORRANIOTCR  HAPYIDe HHA
pokapsaneasoo  (CrafocTh COGKKR, OTKA3 OF ¢aM,
HeOOBACHMMME PROTI), NONLHEeRHan  BoXGy M ocTy
i COMAMBOCTY, IMACITIIECKME CyAopor,
MPEHMYTHOCTREI IO MUOKAGINeCKoro xapaxTepa. Tlpn
Havaae 31260AeBIHNR Ha 2-OM FOAY MMIHN BETYUDIMM
CHHAPOMA MK ARIRIOTON JARCPEKDS MOTOPHONO PAIRHTIN,
NOXKCHROBE PACCTPORCT I, BOALMME ACTH HITHNAOT
BOCTeNe MNo Yrparmnar. |)-IN(!‘ n ])II(‘I')(T\'M Mue
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? Kogeapa HepaHsx GOA3IHEN C KypCOM HeSROAONN ONO KpewmCKOoro roCyAQRCTEEHHONO

yremepcurera . C. U, lecpriescxoro

NPAKTHKYIOWEMY HEBPO/IOI'Y
/TO PRACTICING NEUROLOGIST/

HOBUKOB HIO.?

' KOPeADO GHOTOMMNECKOIR NOTOAOTHM C COKLIMOHHIM KYPCOM KDEMCEXOIO rOCYAQRCTROHNHOID MEANIICKOID
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KAMHUYECKUIA CAYHA MUTOXOHAPUAABHON
SHUEDAAOMMUONATUN (CUHAPOM KEPHCA — CEWPA)

Pemove. B omanmie U1100en CORPENCRING RPeOCman tenies 0 Inuciovus, RAMOcene e, Kook o0o0e o msx
U OUQMOCIIUNECKUX KPUmepunx odnod w3 dops Mumaxondpua ol suedatomuonamin — cundpase Kepica —
Cetipa. Tpedemanseno nofimodenine naumenmu ¢ Nenoss sapuaimmon cundpona Kepuca — Celipa. Ocy wdanomes
CONCHOCHIU DUGLHOCIILX U 4 KpIYe Duepeniuaibne ~-Ouasmocmineck oo noucka.

Kuroneanie cooea: Mumoxondpuaisinas maegdies

cundpasn Kepica — Ceipa,

Mutroxonapuansse Gonesin Moryr GMTL OXapax-
TEPUIOBANM KAk rereporennas rpynna sabonresanmit,
O0YCAOBRICHHLX FEHETHUCCKHMHE, CTPYKTYPHO-GHOXIOMI-
HECKMMM ACDEKTAMM MHTOXONAPKI, HTO CONPOBORIACTCH
HAPYIICHHEM TRAHCROTO Auixanus |1,4, 5,7, 14, 15).

MUTOXOMAPHM BRIOANRIOT MHOTO (hyHxil, oaua-
KO MX OCHOBHAN 323343 — O0pasoBaHie M HAKOMICHHE
MOAEKYA ATO B GHOXMMHYCCKNX UMKAAX KICTOMHOIO
Auxanns. Hapymwenss Gy xinl seayT K HeAoCTatoMiocT
IHEPrOOBECNICHCHIN KACTOK, HAPYIICHIK MHOIMX APYTHX
BAKHBX OOMEHHBIX IPOLICCCOD, PAIBITHIO KACTOMHOTO 110~
BPCAICHMA BNAOTE 20 rnbGean xaerku [6, 8.9, 11).

B Muroxonaphsx canme s Geakon KOAupyeTes anyms re-

PSRN 1 T T TSNP cewin MW

HPOABARCTCH KAK CHOpatnieckiit cayvan. Mo nocacuinm
AWM, COBOKYNHAS HACTOTA HACICICTHEHHMX GoacIneit,
cunzannmx ¢ Mymausams myIHK, aocruraer 1 2 5000 ve-
20K 0DMICTO HACCICHMA.

ECau MyTauus nposcxoaiT 8 SACPHOM 1¢He, KOAUPY-
JOWEM CHNTEY MUTOXONApHAALHOro Geaxy, jaboacsanne
MCPERACTCH NO KIZCCHICCKIM MCHACICBCKNUM Jaxosam | 1].

Mpi MHTOXOHAPHAILHKYX JA60ACBANMNAX JAHACTYIO
B AICPENC TOAM AHINH GOALHOTO OTCYTCTRYIOT KAKHE-
AN00 KAMHHNECKME NPOXBACHHA, MTO CBAIANO C reTe-
ponaasMucit (HATHYHEM B KACTKAX KAK HOPMAALHOMN,
Tak # Myraurnoit muAHK) [16]. Mpu sospacraunn
syTanriux konuit muUIHK w npessumennm xpurnie-



HEBPOJIOIrns

IIuKamyeckas psora

E L beaoycoea

Mocxkoscknin HUIW neguatpum v AeTCKOR XMPYpPrsm
Cyclic vomiting

E.D. Belousova

Moscow Research Institute of Pediatrics and Pediatric Surgery

Lncmmeckas peoTa npeacTapaset coboil pACTPOCTPAHCHHOE (PYHKHMOHAILHOE HEBPOIOTHIECH
PAKTEPiHBI NOBTOPHME NPHCTYTIL, NPOABIRIOMMNECH TOIHOTON 1 proToi. lpeanoaaraerca wam
ACHHOCTH, NPEHMYIECTBCHRO N0 MaTepuuckoit mmmm. Lis aereit ¢ nukmmeckoil psoToil xapa
PETYARIMH, W, BOIMOKIO, HMEHHO 3TH HAPYIHCHNA MOTYT 3ANYCKATS NPHCTYIL DMHI0IH HMeWT
TEKAT NPHMEPHO OIMHAKOBO N0 NPOIOLKNTEALHOCTH, KIMANYCCKHM NPOSBICHUAM W LIHTE
¥ kaactoro naumenta. [Ipn MEOroKpaTHOll NOBTOPHON PBOTE CYMICCTEYET OMACHOCTH JACNWIPaTI
nomotns. [lpodmaakriveckan repanus nocut svmspuseckui xapaxrep. [lporuos cocroanns saj
KANYMECKAS PBOTA NPCKPAINACTCA B NOAPOCTRKOBOM BOIPACTE, ¥ APYTHX — TPAHCHOPMHPYCTCH B N
BO BIPOCIOM BO3pACTE.

Kuoueswie croea: demu, WiKAUMECKaR peoma, ¢ym‘uum1ww HESPOIOUMECKUE HAPDYIMENUR, Teve

Cyclic vomiting is a common functional neurological disorder characterized by repeated bouts apy
genetic predisposition, mainly maternal one, is supposed. Children with cyclic vomiting show aut(
the latter that can trigger an episode. The episodes are stereotyped: they are about equal in the pro
and duration of an asymptomatic period in each individual patient. In multiple repeated vomiting,
a need for emergency care. Preventive therapy is empirical. The prognosis of the condition varies
cence in some children, transforms to migraine in others, and continues in adulthood in third pers

Key words: children, cyclic vomiting, neurological functional impairments, treatment, prevention.

uxkauveckas psora (G43.82 8 MKB-10) — nosrop- CTATHCTHYECKH J1OCTOR
uuue MIPUCTYTIB, OOLIMHO CTEPEOTHITHELIE V KOHKpPeT- BEHHHKOB M0 MaTepHHC
Horo pebeHka, NMPOARAAIOIIHECH HHTEHCHBHOH TOLI- KaK MUTpeHb, MHONaTHy
HOTOMH ¥ pBoToil. Mexay npuctynamu sece cumnromsl  Gyukuns. Poaocnosnas
HUCYE3aIoT. Obuna orsirouena v 75%

1M yORAUTENILHOrO NoATBEepXaeHH | 2).

B. Li u L. Misiewicz (2003) BuIABHHYIH CIASAVIOUIYIO
TMIIOTE3Y PAIBHUTHA UHKIHMYECKOH PBOTLL NMPOBOLMPYIO-
uie GaxkTopsl (CM. HIXE) BLI3LIBAIOT CEKPeLMI0 KOPTH-
COTPONMH -PHIHIHHI-(DAKTOPa, KOTOPLIH CTHMVIHpYET
VIVAAAIOIMA HEepB, M BOZHHKAKT XKeyJA04YHO-KHIleY-
ile nposBaeHus. DdPeKTHBHOE TOPMOXKEHME ITHX
1POABACHHH HEBO3IMOXKHO H3-32 HMEIOUIMXCH YV NnalMeH-
'OB HapyueHui anepreTudeckoro obmena |3).

Kuunuveckue nposatenus. LInKanveckas ppora HauM-
12eTCH B BO3pacTe oKo1o 3 neT. Muorsne poaurens orMme-
1210T CVIIECTBOBAHME MPOBOLMPYIOUIMX (PAKTOPOB (OHH
wmpeaensiores v 68% naunenron) |4)]. Npucrynu 8 41%




HacnemoBanue CHMOMOHTOB, ITapa3UTOB, BUPYCOB

* Hamuuue y D. melanogaster 6eccaMiioBou

JIUHUU. 3apa>I<eHHe CIIMPOXECTaMHU, Insect cell
yOMBaIOIMMHU MYKCKUE SMOpUOHBI. CaMKH —
HOCHUTEIN NH(GEKIIMOHHOIO Havaa. B NN
* bakrepuu poga Wolbachia y HacekoMBIX. : | wof.ac .
o _~ “fﬁ} ;.”"r_.
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MOBBIIIEHHAA YYBCTBUTEIBHOCTh K CO2 y
ONPEJCIICHHBIX JINHUW, HACJIEAyeMast 10
MAaTepUHCKOM BeTKe. [I[puunHa: curma-Bupyc
(PHK-conepxarimii)
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CoOCTBEHHO MUTOILIA3MATHYECKOE HACJIEIOBAHME

* [IposiBneHune npu3HaKa — HaIIpaBlIeHNUE 3aKPYUYUBAHUS PAKOBUHBI Y P
NpyJOBHKA — KaK OBl OTCTAET Ha MOKOJICHUE OT TCHOTHITHYECKOM
dbopmysbl. Pemaromyro poiib B TAKOM OTCTaBaHWUHU UTPACT TCHOTHI
MaTepH, ONPEICIIIOMNN TIPEkKIEC BCETO CBOMCTBA IUTOTILIA3MBI
STUIEKIJIETKH, OT KOTOPOTO M 3aBUCUT HAIPABJICHHUE 3aKPyIHBAHUS
pakoBUHEI. Takoe SBJICHHE MOTyIUII0
Ha3BaHue HPeO0emepMUHAWUU TUTOILIA3MbI TEHOTUIIOM MaTepH, WA
MaTepuHCKOTO Y dekra. 1

* 'V HEKOTOPBIX JIMHUI pakoBHHA 00pa3yeT 3aBUTOK MO YACOBOU CTpesKe
(IeKcTpanbHbIil), y APYTrUX JIUHUMA 3TOT 3aBUTOK HAIpPaBIIE€H MIPOTUB
JBUKEHUS YaCOBOM CTPEJIKU (CUMHUCTPabHbIN). [lekcTpanbHbIii
(IpaBO3aKpy4YEHHBIN ) 3aBUTOK KOHTPOJIUPYETCS TOMUHAHTHOW aJUIeIbio
(D), cuHuCTpanbHbIN (JIEBO3aKPYUEHHBIN) — pEIIECCUBHBIM ajuieneM (d).
[Ipu pelUnpoOKHbBIX CKPEIMBAHUSIX YAUTOK 3TUX JIMHUI paKOBHUHA 2
y F, Bcernia ObIBaeT TOro THIIa, KaKoi ObLI y MaTepu.

*  OT caMOOIIONOTBOPEHHUS TETEPO3UTOTHBIX BopM £, (Dd) B 0601X
CKPEIMBAHMUSX BCE IOTOMKH F', 00J1a/1al0T JIE€KCTPAJIbHBIM 3aBUTKOM
(IpaBO3aKpy4CHHBIM), XOTs THOPHJIBI F', (MaTepuHCKHE (OPMBI)
pasznudanuch 1o ¢penotuny. Korna 6su10 BiccieoBaHO TOTOMCTBO OT
Ka)KJI0M 0COOM B OTACIBHOCTH, TO BBISCHWIOCH, UTO Y4 ceMel nMenu
JIEBBIN 3aBUTOK, ¥4 - paBbiil. [[pocToe MeHAeIeBCKOE pacIIeTIICHUE IO
JIAHHOM Mape MPU3HAKOB BBISIBUIOCH HE B F,, a TOJIBKO B F,. I1pn aTOM
THUIIC HACJIENOBaHUS (DEHOTHUIT TOTOMKOB COOTBETCTBYET T€HOTHUITY
MaTepH, a He TEHOTHUITY 3UT'0T, U3 KOTOPBIX OHU Pa3BUBAIOTCA. DTO
MOJKET OBITh TOJILKO TPU JOMYIIEHUH, YTO JTaHHBINA TPU3HAK
MPEAONPEEAETCS TEHOTUIIOM MAaTEPUHCKOTO OpraHru3Ma B IUTOIIA3ME
1A B IIPOLIECCE €TI0 PA3BUTHSL.
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[ TPUOHBI

B 1967 6bina npeanoxeHa Tak Ha3biBaemasi "6enkoBas" runoresa, CorfiacHO KOTOpPon MHAEKLIMOHHbIN
areHT, Bbl3blBatoLM 3TN 3aboneBaHns U NONYy4YMBLUMIN NO3Xe Ha3BaHWe "NPUOoH", NnpeacTaBnsaeT cobon
O0ObIYHbIN KNEeTOYHbIN BENOK, NPUHABLLMK 0coboe KoHPopMaLMOHHOE cocTosAHME. [TpoHNKHOBEHNE
NPUOHOB B KIETKY NPUBOAUT K HAPYLLUEHNIO KOHOPpMaLMN CUHTE3NPYEMOTO KIETKOM MPUOHHOro 6enka,
HapyLeHU0 OYHKUUN KNETKM U AanbHENLLEMY HAKOMIEHUIO MPUOHOB, CMOCOBHOMY
camonogaepXXnBaTbCsl 3a CHET aBTOKATaNMTUYECKOro MexaHmama. PakTnyeckmn NpMoHbl ABMASIIOTCS
reHeTU4YecCkMM getTepMmnHaHToM 6enkoBon Npupoabl.

OCHOBHble CBOMCTBA NPUOHHbLIX OENKOB - CNOCOOHOCTL K arperaumnm u K
BO3HMKHOBEHUIO de novo, Hanmyme MHOXecTBa NaTtofiormyeckmnx
KOHOPMaLMOHHbLIX BapnaHTOB M HacrnegoBaHMe natoform4eckoun
KOHJopmMauuun. [1nga NPUOHHbLIX MOSIMMEPOB XapakTepHa TakKe YyCTOMYNBOCTb
K AeHaTYypUPYHOLLMM areHTamM 1 HEKOTOPbLIM NpoTeasam (Hanpumep
XUMOTPUNCUHY). [locnegHee CBOUCTBO NPOABNAKT U aMUSTOUAHbIE arperarThl,
O4HaKO OHU He HacneayrTcda N He MHPEKUMOHHLI. KOHOpMaLUNOHHbIX
BapUaHTOB AN HMUX TOXE NOKa He BbIABMEHO.



[psi]

cnabbin
[PSI™]

-~ )
CUNbHbIN
[PSI™]
Puc. 4. KoioHuu IpOoxKeid, HECYIIMX
pa3Hble «I0 CUJie» BapuaHThbl [PST ],

OTJIMYAIOTCS 1O (PEHOTHUITY.

[Ipusenens! pororpadum konoHMIA
mTamMmma [psi-| u KOJIOHUIA, coaepika-
IIUX CUJIBHBIA U CJIa0bIil BapUAHTHI
[PST™].

Puc. 5. Cxemarnueckoe nzobpa-
KeHue (hparmeHTa HaHOTPyOOU-
KM, 00pa30BaHHON MPUOHHBIM
OOMeHOM Sup35.

OcHOBHas 1eMb MOJUIEIITH-
Jla TPEACTABICHA B BUJE JICHTHI,
OokoBbI€ 1LEenU, 0OpalIeHHbIE

BHYTPb M HAPY»Ky HAHOTPYOOUKH,
MpeCTaBJICHbI 3Ur3araMu (puc.

u3 [83]).
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MGMONHO Oucvpo

Puc. 1. Mozenu npHoHHOro nepexoa.
A — rerepoiMepHas MOJIeNb.

b — aBa BapuanTa nonumepusauuonHoit moaenn. Odpasosanue
MPOUCXOAMT MEUICHHO, MPOLIECC NOIHMMEpH3atnH — ObICTPO.
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