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T’EHETUYECKOE TECTUPOBAHUE
HA HACJNIEOCTBEHHbIE BOJIE3HU
C AYTOCOMHO-PELECCUBHbIM TUINOM
HACNEOOBAHUA B PECINYBJIUKE

CAXA(SKYTUS)

OueHeHa 4acToTa HEKOTOPbIX ayTOCOMHO-peLiecCMBHbIX 3aboneBaHuin B Pecnybnuke Caxa (AKyTusl) ¢ Luernblo reHeTUYeCcKoro TeCTUpoBaHus.
OTMeYeHO OTCYTCTBME Y SKyTOB TaKuX pacrpoCTPaHEHHbIX B MMPe MOHOMeHHbIX 3aboneBaHuii, kak heHUKETOHYPUS 1 MyKOBUCLMAO3, U Hanpo-
TVB, NPOU3OLLIIO HAKOMNMEHWE TaknX PeAKuX, Kak cuHapom 3M 1 meTremornobrHemus 1Tuna ¢ MaxopHow MyTaument. C Lienbio CHDKEHUS rpy3a MOHO-
reHHbIX 6onesHer B pecnybnuke roBoputcs 0 paspaboTke TECT-CUCTEM Afsi FEHETUYECKOrO TECTUPOBAHMS ayTOCOMHO-PELIECCUBHbBIX BOnesHen.

KnioueBble crnoBa: ayTocOMHO-peLieccrBHble 3aboneBanus, [JHK-nccnepgoBaHne, peHUNKETOHypUs, MyKoBUCLMA03, MeTreMornobnHemms 1

TMna, cuHgpom 3M, AxkyTus.

Prevalence of some autosomal recessive diseases in the Republic Sakha (Yakutia) for genetic testing has been estimated. Among theYakuts
no widespread monogenic diseases such as phenylketonuria and mucoviscidosis have been noted. However, there was accumulation of such rare
syndromes as 3M and methhemoglobinemia type 1 with major mutation. To decrease a rate of the monogenic diseases in the Republic genetic
testing system of autosomal recessive diseases has been elaborated.

Keywords: autosomal recessive diseases in the world population, DNA research, phenylketonuria, mucoviscidosis, methhemoglobinemia

type 1, 3M syndrome, Yakutia.

MoHoreHHble HacrneacTBeHHble 3a-
GoneBaHNsi yYCNoOBHO MNoApasfenstoTcs
Ha pegkMe — MeHee OAHOro crny4vas Ha
10 000 HOBOPOXXAEHHBIX, U YacTble — 60-
nee opHoro cnyyast Ha 10 000 poxgeHun.
K o4eHb 4acTbiM MOHOrE€HHbIM COCTOSAHU-
M MOXHO OTHecTU 6onesHn ¢ YyactoTom
1 Ha 6 000 HoBOpOXAEHHBbIX 1 Bonee. Kak
npaeBuno, Takve 3aboneBaHus VMEKT
ayTOCOMHO-PELIECCUBHBIN TWUM Hacreno-
BaHUA. YacTtota retepo3uroTHoOro Hocu-
TenbCcTBa Takux GonesHer B nonynaumm
coctaBnsieT 1 Ha 35-40 yen. [Ansa 6onb-
LWMHCTBA Tepputopun Poccum cyuiecT-
BYET YETbIPE OYEHb YaCTbIX MOHOTEHHbIX
3aboneBaHns: MyKOBUCUMAO3, heHun-
KETOHYpUsi, ChnMHanbHasi aMuoTpodus,
HepoCeHCopHasi Tyroyxoctb. Hocute-
nem xotea Obl OQHOrO U3 HWX B MOMNyns-
UMK SBNsSieTCA NPUONU3NTENBHO KaXKablii
necaTtbin YyenoBek. W kaxabll YenoBek
SIBNSETCA TEeTEePO3UrOTHBIM HOCUTENEM

CotpyaHukn AHLL KM CO PAMH un MIK
PBENe1-HLIM: HOFOBULIbIHA AHHa Huko-
naeBHa — K.M.H., C.H.C., Bpay-reHeTuk MrIK,
nogovan@yandex.ru, CYXOMACOBA AwiTa-
nuHa JlykuyHa — K.M.H., 3aB. nab., 3aB. MK,
aitalinas@yandex.ru, MAKCUMOBA Ha-
aexaa PomaHoBHaA — A.M.H., 3aB. nab., 3aB.
na6. M1 CB®Y um M.K. AmmocoBsa, hogan@
yandex.ru, CTENAHOBA CgetnaHa KumoB-
Ha — C.H.C., 6uonor-nabopaHt MI'K, 3AXA-
POBA BaneHTuHa ApkKagbeBHa — M.H.C.,
Bpay-nabopaHt, MABJIOBA KioHHa KoHc-
TaHTUHOBHA — K.M.H., C.H.C., Bpay-nabopaHT,
TANbIEB EBreHun BuktopoBuY — M.H.C.,
Bpay-nabopaHt, TYPUHOBA EnusaBeta
EropoBHa — H.C., Bpay reHeTuK.

oT 3-10 MyTaHTHbIX rEHOB ayTOCOMHO-
peLeccuBHbIX 3aboneBanHnii. B pa3BuTbix
ctpaHax Esponbl 1 CLIA npoBoautca
CKPUHWHI BCErO HaCereHusi B penpoayk-
TMBHOM BO3pacTe Ha HOCUTENbCTBO AaH-
HbIx GonesHewn (Tabnuua).

B Pecnybnuke Caxa (Axkytusa) yac-
TbIMW  MOHOT€HHbIMM  3a00NeBaHUSIMU
C ayTOCOMHO-PELIECCUMBHBIM TWUMOM Ha-
cnefoBaHus Yy SIKyTOB SIBNSATCS MeTre-
mornobuHemusi, 3M-CMHOPOM, HaHWU3M
¢ cybarpocmen 3puTenbHbIX HEPBOB U
nernbLrepoBCKON aHomanuen remnkoum-
TOB, HenpoceHcopHas rnyxota 1A Tuna.
Y cnaBsHCKOW 1 APYrMX HaLMOHarbHOC-

Tel (bonee 46% HaceneHus pecnybnu-
K1) 4acTo BCTpeYalTCsi MyKOBUCLMAO3 U
EHNMNKETOHYPUS.

HacnenctBeHHass  meTremornobuHe-
must (MIE), obycnoBneHHas aeduumTom
meTremornobuHpeaykrassl  (Methemo-
globinemia, NADH-Cytocrome b5 Reduc-
tase Deficiency, Diaphorase Deficiency,
DIA1, MIM 250800), — ayTocoMHO-pe-
ueccuBHoe 3aborneBaHve, NposBNsto-
leecss LMAHO30M KOXHbIX MOKPOBOB,
YMCTBEHHOW OTCTanocTbi0 pasnuyHOmn
CTENEHbID  BbIPAXEHHOCTW, MOBbILLEH-
HbIM YPOBHEM MeTremornobvHa v Hefo-
CTaTO4YHOCTbI MeTremornobuHpenykTa-
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3bl B kpoBu. Vives-Corrons ¢ coaBT. [LWT.
no 2] sbligenunu 2 dopmbl geduumrta
meTtremornobuHpeaykrasbl. Mpun MIE |
TMNa MMEKTCSH TONMbKO CUMMTOMbI XOPO-
wo nepeHocumon MIE, depMeHTHbIN
AedekT orpaHu4eH 3pUTPOLMTapHON
pacTBOPUMOW LUMTOXPOM-b5-peayKTason.
Mpwn MIE Il Tna BbIABNAETCS YMCTBEH-
Has OTCTanocTb, a epPMeEHTHbIN AedekT
reHepanusoBaH W 3aTparmBaeT Kak pac-
TBOPUMYIO, TaK U MUKPOCOMAsbHY Ln-
TOXpoM-b5-peaykTasy B aputpouuTtax u
nevikoyntax. Shirabe [uut. no 2] otme-
TWM, YTO MUCCeHC-MyTauun npu MIE I
TMNa pacrnonoXeHbl Gnn3ko oOT Katanu-
TUYECKOro LieHTpa hepMeHTa, YTo npu-
BOOWT K CUIIbHOMY CHWXEHWMIO ero KaTta-
NIUTUYECKON aKTUBHOCTU, B TO BPEMS Kak
MyTauum npn MIE | Tuna 3atparusarot
MapruHanbHyl 4acTb (pepMeHTa, KOTO-
pasi BNUSIET TONbKO Ha ero cTabunbHOCTb
[11].

lMepBoli npoBoguna wccriegoBaHue
HacnencTBEHHOW 3H3UMOMNEHNYECKOMN
meTtremornobuHemmn (HOM) B Akytun
3axapoBa ®.A. B 1982 r. Cpegu obcne-
AoBaHHbIX 120 yen. (6onbHbIX U poAc-
TBEHHVKOB) BbISIBMEHbI 48 roOMO3UIOTHbIX
(T.e. 6onbHbIX HOM) (23 13 HKX BbisiBNe-
Hbl BrepBble), 45 reTepo3nroTHbIX (T.e.
300pOoBbIX HocuTenen myTtauum HOM) u
12 30,0pOBbIX YNIEHOB CEMEN, NPOXUBAIO-
wmx B Axkytckon ACCP, a Takxe 7 romo-
3UrOTHbIX U 6 rETEPO3UTOTHBIX U3 APYrnX
pavioHoB CCCP (Mocksa, PC®CP, Ykpa-
nHa n Y3beknctaH). BoisBneHvne romo- n
reTeposnrotHbix no HGM nposoaunoch
Ha OCHOBaHUW onpeaeneHns akTMBHOCTY
meTremornobuHpeayTtasel (MI'P) v conep-
XaHns MetHb B apuTpouuTax, a Takke no
AaHHbIM CEMENHOrO M KIMHUYECKOro 0b-
cnepoBaHuA. [eTepo3nroTHble He nMenu
KINMHUYECKMX CMMMNTOMOB 3abonesaHus,
XOTS akTMBHOCTb MIP 6bina cHwxeHa y
HUx Ha 40-50% no cpaBHEHMWIO C HOPMOWA.
OCHOBHBIM KIMMHUYECKUM MPOSIBIIEHNEM
3aboneBaHns Y roMO3UrOTHbIX ABMSNOCH
HanuMuMe LuMaHo3a KOXHbIX MOKPOBOB.
BbipakeHHOCTb CMMNTOMOB 3aBucena ot
ypoBHs MetHb «BaneHTHbIX rM6pnaoe» B
kpoBu. Obwee coctosiHMe obcrnemoBaH-
HbIX ObINO YA0BNETBOPUTENBHBLIM, YTO HE
COOTBETCTBOBANO BbIP&XXEHHOMY LiMaHo-
3y Y HEKOTOpPbIX 13 HKX. B aHanu3ax Kpo-
BW UCXOOHbIN ypoBeHb MetHb konebancs
ot 10 no 44%. AktnBHoCTb MI'P noytun y
Bcex otcytctBoBana (0 en) [4].

BaHwukosa E.C. obcneposana 50
bonbHbIX HOM peten, HaxoaMBLUUXCSA
Ha neyeHun B remaToriormyeckoM oTae-
nedun PB Nel-HaumoHanbHOM LeHTpe
MeauuuHbl T. AkyTcka [1]. Jetn Bce Obinn
AKYTCKOW HaLMOHanbHOCTM (caxa), Ha-
nbornbllee KONMMYEeCTBO AETEW MPOXMBa-

N0 B LEHTpanbHOW Yactu AKyTun 1 Bu-
TNIOVICKOM rpynne panioHoB. Y Bcex aeten
BbisBneH | Tun HOM. [Inga ctaplien Bo3-
pacTHOM rpynnbl geTen Obinn xapakTep-
Hbl Xanobbl Ha BbICTPYD YTOMMASEMOCTb
(31,25%), ronosHyto 6onb (28,1%). XKa-
nobbl Ha 6onu B cepaue UMENU Npsimyro
3aBUCUMOCTb OT YPOBHSA METremMorno-
OvHa B kpoBwW, cepauebreHne, OabILLKy
(37,5%). bbino BbisiBNEHO GonblUoe KO-
NNYECTBO JereHepaTuBHbIX hOpM 3puUT-
POLIMTOB, YTO MOXET CBUAETENLCTBOBATb
O NPEeXOEeBPEMEHHOM CTapeHun apuTpo-
umToB. Y geten, bonbHbIXx HOM, oTmeua-
€TCSsl yCUIEHNE MEePEKNCHOIO OKUCIEHNS
NUNUAOB MpU 3HaYUTENbHOW crabocTu
AHTUOKCUAAHTHBIX CUCTEM, UYTO MOXET
CrnocobCcTBOBaTbL  YCUMEHUIO  TUMOKCUM
OpraHoB M TKaHen. JleyeHne OONbHbIX
HOM npoBoaunock Kypcamu ackopbu-
HOBOW KUCINOTbI C y4eToM Bo3pacTa. Ha
¢oHe NpPoBOAUMOW Tepanun COCTOSHME
OeTen yny4wanock: n3yesany cnabocTb,
6onu B cepAue, yMeHbLUancs LMaHo3.
Mokasatenu remorpammbl CyLLECTBEHHO
He MEHSINNCb, YPOBEHb MeTremornobrHa
nosbiwanca ao 10-12%, Ho B ganbHemn-
LWeM AaHHble HE MEHSINUCb, nokasatenu
NEepPEeKNCHOr0 OKUCIEHUSI YMEPEHHO Mo-
BbILLANNCb. YMEPEHHOE MOBbILLIEHNE MNe-
PEKMCHOIO OKWUCMNEHMUS MpU NeYeHun ac-
KOpOrHOBOW KMcnoTon y 6omnbHbix HOM,
BO3MOXHO, CBA3@HO C TeM, 4YTO ackopbu-
HOBasi K1CMoOTa B MOBbILLIEHHBLIX KOHLEH-
Tpauusix OKa3blBaeT MPOOKCUAAHTHOE
OEeNCTBME N MOXET MPUBECTU K Hexena-
TenbHbIM 3dpektam. [eTtn, cTpagato-
wre H3M, nognexar pucnaHcepHOMy
HabniofeHnio Becb nepuop OeTcTBa C
nepegaven Bo B3pocnyto cetb [1].
WpoeHTndpmkauma  myTtauum  meTre-
MOrnobrHeMMn y sIKyTOB MpoOBOAMUIIACH
B nabopatopun MIHLL PAMH (r. Mock-
Ba). [na uccnegoBaHus MCnonb3oBanm
obpasubl reHomHon OHK 16 GonbHbIX 1
8 340pOoBbIX POACTBEHHMKOB 13 16 AKyT-
cknx cemenn ¢ HOM | Tuna. dunarHos Be-
puduumposanca B8 HAN meguumHckon
reHetukn CO PAMH (r. Tomck). Takke B
paboTe ucnonb3oBaHbl 06pasLbl KPOBU
9 nauueHTOB U3 8 cemel, CTpagaroLLmX
mMeTremornobvHemMuen, nocTynuBLUME B
nabopatoputo [AHK-gnarHoctukm MIMHL,
PAMH B nepuoa ¢ 2006 no 2012 r. ins 06-
Hapy»XeHus HapyweHun B reHe CYB5R3
METOZ0M NPSIMOrO aBTOMAaTUYECKOrO CEK-
BEHMPOBAHUS MNPOBEAEHO UCCrenoBa-
HWe BCel Koaupylollen obnactu u mect
9K30H-MHTPOHHbIX COEAVMHEHWUA OaHHOro
reHa obpasua reHomHon OHK ogHoro n3
npo6aHaoB, roOMO3WUroTHOrO MO  ranmo-
Tuny D22S276 — D22S1178 — D22S418
—D2281179:4 -4 -1 -5. B pesynsrate
nccrnefoBaHust B 3k3oHe 9 obHapykeHa
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paHee He onucaHHas 3ameHa ¢.806 C>T
B rOMO3UIOTHOM COCTOSIHUW.

YacTtota retepo3vroTHoro HocuTenb-
ctBa mytaumm c.806C>T cpegn sikyToB
coctaBuna 55:1000. Wcnonbsya ypas-
HeHne Xapau-BaliHGepra, a Takke onu-
pasicb Ha 3KCNepUMeEHTarnbHble AaHHble
o Tom, uto 2pq = 0,055, onpepeneHa
YyacToTa MyTaHTHOroO anmnens B nonyns-
unn. PacyeTHas yacTtoTa 3aboneBaHus B
Axytnn pasHa 1:1250. AHanu3 4acToTbl
reTepo3nroTHOr0 HOCUTENbLCTBA MyTaLuun
¢.806C>T npoBeneH B BblbOpkax OBYX
reorpadpumyeckn bnmskmx skyTam HapogoB
— KOpsIKOB (64 XxpomMocoMbl) 1 vykyer (98
XpomocoMm). B aaHHbIX BbiOOpkax myTa-
uns He obHapyxeHa. YuuTbiBas reorpa-
dryeckyto 1 nctopuyeckyro 6rnmsocTs, a
Takke CBeEeHNs O pacnpoCTPaHEHHOCTU
MEeTreMornobuHemMun | Tna cpeam acku-
MocoB Ansicku, uccnegosaHa [HK npea-
cTaBuTEnen KaHagckuxX 3CKMMOCOoB (78
xpomocom). B gaHHow BeiGopke MyTaums
¢.806C>T Takke He obHapyxeHa [2, 10].

C 2006 r. Hay4YHbIMW COTPYOHWUKaMMU
oTaena MorekynsapHon reHetukn HAHLL
KMIM CO PAMH ontumunsuposaH [MLP-
meton guarHoctukm HOM u nepepaH B
nabopaTopuio MpakTUYeCKON MeaULUHBI
MeOMKO-reHeTUYEeCKoN KoHcynbTaummn Pb
Ne1-HLIM. Bcero npoBegeHo MeTogom
MUP nceneposaHme mytaumm Pro269Leu
y 522 yen., B rOMO3UrOTHOM COCTOSIHUM
OHa HampgeHa y 56 yen. (6onbHble C KNK-
HUYECKOW KapTWHOW), B reTepo3vroTHOM
—y 59 poacTBEeHHMKOB (poauTenu u cnb-
cbl), a y 407 4yen. myTaums He Gbina ob-
HapyxeHa [12].

CwuHgpom 3M (MIM 273750) — pegkoe
ayTOCOMHO-peLieccuBHoe 3abonesaHue,
Ha3BaHHOe Mo nepBbiM OykBam damu-
nvn Tpex asTopoB (Miller, McKusick,
Malvaux), BnepBble oOMUCaBLUMX CUHA-
pom B 1975 r. 3aboneBaHne xapakTepu-
3yeTcs nMueBbIMU AU3MOpdUSMU, Npe- 1
nocTHaTanbHOW rMnonnasven KOHe4YHoC-
TEeW 1 Tena npv HopMarbHbIX pa3Mepax
ronoBbl M HOPMarbHOM WHTEMNMNEeKTe, ”
PEHTIEHONOrMYECKUMU U3MEHEHUSIMU B
koctax. MeH CUL7 (KynnuH), Bbi3biBato-
wuii cunapom 3M, kapTMpoBaH U UAEH-
TMduumposaH B 2005 1. rpynnon y4eHbIxX
N3 HECKOMbKMX CTpaH Mupa. Ha gaHHbIn
MOMEHT Y 60nbHbIX ¢ cuHapomom 3M un3
29 cemen pasnMYHOW HaUMOHArNbHOCTU
onucaHo 25 mytaumi B reHe CUL7. Yac-
ToTa 3aboneesaHuss B MUpe HEM3BECTHA,
Tak Kak 3a nocnegHue 30 neTt onucaHo
Bcero 50 KMMHMYEeCKUx criyyaeB u BCEro
1 cnyyaw ynbTpasByKOBOW AMarHOCTUKM
cuHgpoma 3M y nnoga.

B akyTckol monynsiuMy 4Yactota CuH-
apoma 3M BbiCOKa M cocTaBnseT npwu-
mepHo 1 criyyan Ha 8600 skyTtoB. Mone-
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KyNsIpHO-TEHETMYECKOE  UCCrefoBaHne
CKPVHWHIa MOMHOro ranflouMgHoro reHo-
Ma, FeHeTMYEeCcKoe KapTMpOBaHWE reHa,
naeHTudukauma mytauum cuHgpoma 3M
nposefeHbl B nepuog ¢ 2004 no 2006 r.
COBMECTHO C SINMOHCKMMW KOnneramu B
HWW wmosra YHusepcuteta r. Huurata
(AnoHwnsa) (pykoBoguTens otgena more-
KynspHon HenpoHaykn Ocamy OHogepa).
[aHHbIN NpoekT 6bin 0406peH 3TUYECKUM
KoMuTeTOM YHuBepcuTeTa r. HwuuraTta.
Hamu onucaHbl 43 siKyTCKMX GOMNbHbBIX C
NOATBEPXKAEHHBIM MOSEKYAPHO-TEHETU-
YeckuMm guarHosom cuHgpom 3M. Y Bcex
6OnbHbIX BbISIBNIEHA OAHA M Ta € HOH-
ceHc-myTaumna 458insT B 25-kogupyto-
Lem ak30He reHa CUL7. EguHcTBEHHAs
MyTauus M BbISIBNEHHbIV rannoTun yka-
3blBalOT Ha adpdeKkT ocHosaTend. B no-
NynAuMsaX SBEHKOB, HKArmpoB, 3BEHOB,
OypaT BypaTum, pycckux Tomckon obnac-
TW reTepo3nroTHbIX HOCUMTENen MyTaumm
4582insT B reHe CUL7 He BCTpevaetcs
[8]. PaspabotaH cnocob AHK-guarHoctu-
kv cuHgpoma 3M B sikyTCKOM nonynsuum
(naTeHT Ha n3obpeteHne PONe2315310).
MexaHu3mbl 3a4epXKkM pocTa Npu CUHA-
pome 3M HeunsBecCTHbI. [TnaueHTa y nno-
fa ¢ cuHgpomom 3M xapaktepu3oBa-
nacb AUCCOLIMUPOBaHHBLIM CO3pEBAHMEM
BOPCMH XOpUOHa C 6OMblUIMM 4YMCrOM
CYHUMTManNbHbIX noyek. Y 41,9% akyTtc-
KMX MauMeHTOB MpU POXOEHUN OTMeve-
Hbl acWKCUA U pPecrnMpaTopHbIi AUCT-
pecc-cuHapoM, 25,6% HOBOPOXAEHHbIX
HY>XOanucb B peaHMMaLMOHHbIX Mepor-
pUATHAX MOCne POXOEHUS U3-3a Oblxa-
TeNbHbIX HapyLleHui. McTonornyeckne
MCCrnefoBaHUst Nerkux nokasanu Hego-
pasBuUTUE XpALWEBOW TKaHW B BpoHxax
CcpefHero 1 KpymnHoro kammbpa c cyxe-
HMEM MEXBOPCMHYATOr0 MNpPOCTPaHCTBa
[13]. OdhopmneH naTeHT Ha n3obpeTeHne
P® Ne2315310 «Cnoco6 AuMarHocTuku
3M-cuHgpoma B SKYTCKOM NOMynAumu»
(nara peructpauum 20.01.2008 r.). Hayu-
HbIMW COTPYAHMKaMK OTAEeNna Monekynsap-
Hon reHeTukn AHL, KMIN CO PAMH pas-
paboTaHa u BHegpeHa B MPaKTUYECKYHO
meguuuHy lMUP-gunarHoctuka cmHgpoma
3M. To HanpaeneHuo Bpava-reHeTuka
na6opatopun MIK PBNe1-HLIM npoBso-
auntca OHK-agnarHoctnka 3M-cuHgpoma y
60mbHbIX C HU3KMM pocToM. Bcero meTto-
nom MLP ¢ 2006 no 2013 r. nccnegosaHo
1668 uen., B rOMO3UrOTHOM COCTOSIHUM
HavgeHa myTaumst 4582insT y 37 uven.
(GonbHbIE C KNMHUYECKOW KapTWHOW), B
retepo3urotHom — y 135 poacTBEHHU-
KoB (pogutenu u cubebl), a y 1496 ven.
MyTauusa He obHapyxeHa. Y GepemeH-
HbIX >XEHLUMH Npu nogospeHun npu Y3U
nnoga Ha cuHgpom 3M, ecnu oba cynpy-
ra Hocutenu mytaumm 458insT, cocToaT

Ha y4yeTe B MIK 1 reHeTu4eckun puck y
nnoga Ha cuHgpom 3M 25%, npu corna-
CUM CemMbM MPOBOAMTCHA MNpeHaTarnbHas
avarHoctuka nnoga. Ecnu nmog romo-
3UroTEH, C COrfacus CeMbX MPOBOAUT-
cs anuMuHaums nnoga. lNpeHartanbHas
OHK-guarHoctuka Ha HOCUTENbCTBO MY-
Taumm 3M-cnngpoma B MK PBENe1-HLIM
0o 2013 r. nposegeHa 40 6epeMeHHbIM
XEeHLLMHaM, BbisBneHo 11 crnyvaeB ro-
MO3UIOTHOIO HOCWUTENbCTBA, Yy 7 0bHa-
PY>X€HO reTepo3UroTHOe HOCUTENbCTBO
3M-cnHgpoma. B 8 cniyyasx, korga nnog
roMO3WroTeH MO MyTauuu, C corracus
poaouTenen npoBedeHa  ANMMUHALMA.
B 3 cnyyasx pogutenu pelumnu nposoH-
rmpoBaTb 6epemeHHOCTb. B 7 cnyyasx,
Korga nnog Obin retepo3nroTeH, Bce be-
PEMEHHOCTU COXpPaHEHbl U MPOAOIKEHbI
[12].

HacnepncteeHHble 3aboneBaHus c ay-
TOCOMHO-PELECCMBHBIM  TUMOM  Hacne-
AOBaHVs, YacTble B OpPYrux pervioHax
P® (dbeHunketoHypusi, MykoBMCLMOO3),
BKIMKOYEHbI TaM B CMWCOK MacCOBOro
HeoHaTanbHOro CKpUHWHra. PeHunke-
ToHypusa (PKY) — rpynna 3abonesaHui,
XapaKTepU3yLINXCS HapylleHnem o6-
MeHa He3aMeHNMON aMUHOKUCIOThI dhe-
HUNanaHWH, MOCTynalwLen B OpraHnsm
yernoseka c 6enkoBon nuien. PassepHy-
Tas KNMHU4Yeckas kapTuHa 3aboneBaHus
BKITHOYAET YMCTBEHHYK OTCTarnocTb, Ha-
pyLUeHMe NoBeaeHns!, AedeKT NUrMeHTa-
LUK, CYyOOPOXHbIA CUMHOPOM U AepmaTu-
Tbl. YacToTa 3aboneBaHns 3Ha4YUTENBHO
BapbupyeT B 3aBWCMMOCTW OT MOnyns-
uun: ot 1:4370 B Typumm (Ozalp Y. et
al., [umt. no 2]), go 1:80500 B AnoHuu
(Shigematsu Y.et al., [uuT. no 2]). Yacrto-
Ta OKY B PP 1:7 697, B KpacHogapckom
kpae — 1: 8 376.

B MIK PBNe1-HLIM, no gaHHbIM Pec-
ny6rmKaHCKOro reHeTM4eCcKoro perncTpa,
Ha y4yeTe cocTosAT 12 6onbHbIX ¢ deHUn-
KeToHypuen n3 11 cemen co 30opoBbLIMU
poanTeENsMU, Yallle CNaBsHCKOW 1 OPYrnx
HaumoHaneHocTen. Cpean sikyToB 6onb-
HbIX C (PEHUINKETOHYPUEN HE BbISIBNEHO.
3 11 cemei 6 npoxmBaloT B I. AKyTCKe, 5
cemeli ¢ 6 60MbHbIMN — B APYrMX HAceneH-
HbIX MyHKTax pecnyonuku. Y Bcex cemen
OOVH U3 poauTenei ABNAETCs BbIXOALEM
13 gpyrux pervoHos P®. B 2012 r. BHea-
peHa npsiMasi guarHocTuka Ha BbisiBMe-
Hne 8 yactbix mytaumi (IVS10-11G>A,
R261Q, R252W, R408W, IVS12+1G>A,
R158Q, P281L, IVS4+5S>T) B reHe PAH
— deHunanaHnHrugpokcunasel  (PKY).
[OHK-TecTtupoBaHune nposegeHo 53 nauu-
€HTaMm, 13 KoTopbIx 18 — reTepo3nroTHble
HocuTenu, 3 — GOMbHble C MyTauMAMU
R408W, R158Q, R408W/R408W B romo-
3UrOTHOM COCTOSIHUW.

MykoBucLunao3 (KACTO3HbIN hnbpos;
MB) — yactoe MOHOreHHoe ayTOCOMHO-
peueccuBHoe 3aborneBaHune, xapakTepu-
3yloLeecss MopaXKeHUeM  9K30KPUHHbIX
XKenes n XWU3HEHHO BaXHbIX OpraHoB U
CUCTEM W WMetollee OObIYHO TsKernoe
TeyeHne u nporHo3. PacnpocTtpaHeH-
HocTb MB BapbupyeT B pa3Hbix €Bponen-
cknx nonynsauuax ot 1:600 go 1:12000
(8 cpegHem 1:5000) HOBOPOXOEHHBIX.
YacTtota mykoBucumaosa B PO 1:11 585,
B KpacHogapckom kpae — 1:11 425 [9].

Ha yuyete B MK PBNe1-HLUM c my-
KOBUCLWA030M COCTOAT 6 OonbHbIX. B
2011 r. HavyaTta npamas [OHK-gnarHoc-
TuKa npobaHooB U poauTenen Ha BbisB-
neHne 16 yvactbix myTtaumn (Del 21kb,
L138ins,3944delTG, delF508, Dell507,
1677delTA, 2143delT, 2184insA,
394delTT, 3821delT, 604insA,
3849+10kbC>T, N1303K, R334W,
G542X, W1282X) B reHe CFTR npu my-
koBucumaose. M3 246 AHK nccnegosaH-
HbIX MynbTunnekcHon MUP n Busyanu-
3aument B 10%-HoM nonuvakpunaMmmgHom
rene myTtauusa F508del/N B retepo3urot-
HOM cocTosiHUM BbisiBrieHa y 11, del21Kb/
W128X -y 1, F508del/F508del B romo3u-
FOTHOM COCTOSIHUM — Y 3 BOMbHbIX.

Lenb MccnegoBaHUsA — BbISIBNEHNE
B nonynsaumn Pecnybnukn Caxa (AkyTtus)
reTepo3nUroTHOr0 HOCUTENbCTBA TEHOB
YacTbIX HacneacCTBEHHbIX OonesHen c
ayTOCOMHO-PELeCCUBHbIM TUMOM Hacne-
[OOBaHus.

MaTtepuanbl u meToabl wuccne-
poBaHua. [na [OHK-guarHoctuku Ha-
crneacTBeHHOM 3H3UMONEHNYECKON
mMeTremornobmHemun | Tuna Martepwva-
JIOM MCCNenoBaHus SIBNSIETCS BEHO3Hast
kpoBb, ana OHK-gnarHoctukn 3M-cnHa-
poma — BEHO3Hasi KpOBb M XOPWOH nroja.
C6op KpoBM y NauMeHTOB MPOBOAUIN C
3anofiHEHNEM aHKeTbl U MoAnucaHuem
MHopmupoBaHHoro  cornacusa.  [OHK
BblAENANN M3 nenkoumToB nepudepu-
YECKOM KpOBW CTaHAAPTHbIM METOAOM
C wucnonb3oBaHueMm npoteuHasbel K wu
nocnegywowien  eHon-xnopogopmMHon
aKcTpakumen. MonekynsipHo-reHeTu4ec-
Kasa amarHoctuka mytaumm Pro269Leu B
reHe DIA1 npoBogunack metogom [LIP
C OpWrMHanbHbIMW OnuronpanmMepamun ¢
nocnegywwum anektpocgope3om B 2%-
HOM arapo3HoMm rene. B Hopme [omkHbI
obpasoBbiBaTbca parmeHTbl 340 n 87
M.H., B Cliy4ae HOCUTENbCTBA B rOMO3U-
roTHOM cocTosiHuM (6onbHON) obpasy-
lTCa oparMeHTbl anuHon 245, 95 n 87
n.H. B cnyyae rerepo3nrotHoro Hocu-
TenbCTBa MyTaumu (340POBbIN HOCUTENb)
ONnHbl oparmeHToB byayT 340, 245,951
87 n.H.

MonekynsipHo-reHeTu4eckas AuarHoc-



Tvka mytauum 4582 insT B rene CUL7
npoeoaunacb Takke wmetogom [ILUP c
OpUrMHanbHbIMK  onuronpanmMepamm ¢
nocnegywwmmMm anekTpogopesom B 3%-
HOM arapo3Hom rene. B Hopme [OmKHbI
obpa3oBbiBaTbcs dparmeHTbl 125, 115
N.H., B Cry4yae HOCUTENbCTBA B FOMO-
3UFOTHOM COCTOSHMKM (BOMnbHOM) BMEC-
TO pparmeHToB 125 n 115 obpasyetcs
dparmeHT anvHon 240 n.H. B cnydvae
reTepo3nroTHOr0 HOCUTENbLCTBA MyTaLun
(300poBbIN HOCUTENb) ANUHBLI PparmeH-
ToB 6ynyT 240, 125, 115 n.H.

MaTepuanom ans uccnegoBaHms noc-
ny>xuna BeHo3Has KpoBb 282 CTyAeHTOB
B BOo3pacTe 21-26 net. Bce cTyaeHTbl U3
cnyvarnHon BblIGOpkM B MeamumHcKom
nHcTUTyTEe CBOY mm. M.K. AmmocosBa,
AKYTCKOW HauuoHanbHocTn, fobpoBosb-
HO U3bSIBANMW XernaHue TecTUpoBaTbCH,
C 3anorHeHneM UHPOPMUPOBAHHOIO CO-
rnacus, nocrne 6eceabl 0 Uenax u 3aga-
Yax [aHHOro UCCrefoBaHus.

[ns uiccnepgoBaHus Ha (OEHUIKETOHY-
puo M MYKOBMCLMAO03 B3AThl pesynbsrarhl
HeoHaTanbHOro CckpuHuHra. OxBaT He-
oHaTarnbHbIM CKPUHWHIOM B pecnybnuke
3a 2006-2013 rr. coctaensieT 99,7%.

Pesynbratbl U ob6cyxaeHue. Pe-
3ynbTaTbl aHKETMPOBaHUS U aHanus
POAOCMNOBHbLIX  CTYOEHTOB  Mokasanwu,
YTO KPOBHbIX POACTBEHHUKOB ¢ HOM n
cungpomoMm 3M He BbisiBNeHO. bbinu
BbISIBMIEHbl ApYyrve HacneacTBeHHble Wt
HacneacTBEHHO  MpPeApacnoNoXeHHble
3aboneBaHnsi y POACTBEHHWKOB MepBOW
1 BTOPOW CTEMEHU POACTBA: C ayTOCOM-
HO-OOMVHAHTHBIM ~ TWMOM  Hacrnegosa-
HWS, CepaeyHO-cocyamcTas naTtonorus,
caxapHbii auabet, TybGepkynes nerkux,
OpoHxuanbHasa actTma, runepToHMyeckas
oonesHb n aOp. TecTupoBaHWe Ha rete-
pPO3UrOTHOE HOCUTENBCTBO METFEMOrTo-
OvHemun npoeegeHo metogom [MUP c
nccrnegosaHuem MyTaumm  Pro269Leu.
3 282 ctyneHToB BhisiBneHo 13 ven., re-
Tepo3nrotTHbIx Ha HOM. YacTtoTa retepo-
3UrOTHbIX HocuTenen HOM B nonynsumm
caxa penpoayKkTuBHOro Bospacta 46
1000 yen., unu 1 reTepo3nroTHbIN HOCK-
Tens HOM : 22 yen.

Mpn wnccnepoBaHMM Ha BTOpPOE Ha-
cnencTBeHHoe 3aboneBaHue cuHApoma
3M reTepo3nroTHoe HOCUTENLCTBO Y CTY-
AeHToB Obino nony4veHo y 9 ven. Yacro-
Ta HocuTenbcTBa cuHgpoma 3M y nony-
NSAUMKM caxa penpoayKTMBHOIO Bo3pacTa
— 31,3 Ha 1000, nnn 1 reTepo3nroTHbIN
HocuTenb cuHapoma 3M Ha 32 yen.

Mo cTatucTMyeckum OaHHbIM, B rog B
pecnybnuke coBepLuaeTcs oKoro 8 ThiC.
OpakoB, T.e. 16 TbIC. MYX4YMH N XKEHLLMWH
BCTynatwT B Opak. M3 Hux npencraBute-
nen SKYTCKOM HaLMOHanbHOCTM OKOMo

50%, T.e. 8 TbIC. MY>XYMH N XEHLUMH, 13
KOTOPbIX HEOOXOAMMO NPY rEHETUYECKOM
TECTMPOBAHUN BbISIBUTb FETEPO3UTOTHbBIX
HocuTEnen ayToCOMHO-PELLECCMBHON Na-
Tonorum [3].

Ha 8 TbIC. Yyen. AKyTCKON HaumoHanb-
HOCTU oxmpgaetca 386 retepo3nroTHbIX
HocuTenen H3OM u, npegnonoxutenb-
HO, 250 reTepo3UroTHbLIX HocuTenen
cvHgpoma 3M. lMNpu BCTynneHun B 6pak
cny4variHbiM 0Opa3omM BCTpeya 2 retepo-
3UrOTHBIX HOCUTENEN C OAVMHAKOBbLIM 3a-
6oneBaHNeM [OBOMbHO BbICOKA, Tak Kak
y SIKyTOB CYLLECTBYIOT AEMOrpaguyeckme
0CODOEHHOCTM BpayHol CTPYKTYpbl, KOTO-
pble ObINM MccnegoBaHbl B pecnybnvke
(pucyHoOK).

VccnegoBaHus MpUYMH  HaKoMeHUs
MOHOreHHbIX GonesHen B pecnybnuvke
BbISIBUMU, YTO HAceneHHbIe MyHKTbI C He-
OONbLUON YMUCMEHHOCTBIO HaceneHus u
Ha GomnbLUMX pacCTOSHUSX Opyr OT Apy-
ra, nfioxasi TpaHCNopTHas CeTb, BbICOKUIA
YpOBEHb poxaaemocTtu, bpadHasa accop-
TaTUMBHOCTb MO HaLMOHANbHOCTU MOBbI-
LIalT yCrnoBus Ans BCTynneHus B Opak
reTepo3nroTHbIX HOCUTENEWN O4MHAKOBbIX
peLieccuBHbIX 3abonesaHui [6,7].

[laHHble HeoHaTanbHOro CKPUHWHIA 3a
2006-2013 rT. uccnegoBaHbl 415 BbisiBrie-
HMS YacTblX HAcNeaCcTBEHHbIX GonesHew,
B TOM 4yucne OEeHUIKETOHYpPUn 1 MyKo-
BMCLUMNA03a, U3-3a KOTOPbIX B HEKOTOPbIX
CcTpaHax 1uccnefoBaHns MPOBOAATCS YKe
npuv BCTynneHun B Gpax.

M3 124019 HOBOPOXAEHHbIX, POAMB-
wuxcs B pecnybnuke ¢ 2006 no 2013 r.,
BbISIBMEHO 5 60mbHbIX hEeHUNKETOHYPMEN,
cpean HMX GonbHBIX caxa HeT. YacTtoTa
eHnnkeToHypum B pecnybnuke 1:24803
[12]. 3THu4eckasa npuvHaANeXHOCTb po-
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auTenen Ha GnaHkax He otmedvaetcs. o
OaHHbIM gemorpaduyecknx UCTOYHUKOB
[5], B pecnybnuke okono 46% HaceneHus
(T.e. 57 048 HOBOPOXAEHHbIX) OTHOCATCSH
K craBsiHam W ApyrMM HauMOHanbHOC-
TAM, Yy KoTopbIx Yactota ®KY conocrta-
BMMa C ApyruMu permoHamu P®. Takum
obpa3om, npennonoXuTenbHO, YactoTa
®KY cpean HOBOPOXAEHHbIX, Y KOTOPbIX
BCTpeyaeTcs 3aboneBaHue (cnaesiHe ”
apyrue, kpome caxa), — 1:11 404.

3a 2006-2013 rr. npoBeAEHO CKPUHUH-
roBoe obcregoBaHue Ha MYKOBUCLMAO3
112164 HOBOPOXAEHHLIX, BbIABIEHO 4
OOnbHbIX, BCE OETU CNaBsHCKOW HaLMo-
HanbHOCTK, OOMbHbLIX caxa He Obino.
YacTtota MykoBucumuaosa no pecnybnvke
1:28041 cpeaon BCeX HOBOPOXOEHHbIX,
cpeav cnaBsiH 1 Apyrx npumepHas vac-
ToTta coctasuna 1:14020 [12].

YacTtota heHNNKETOHYPUN N MyKOBUC-
uuaosa B pecnybnvke meHbLue 1: 10000,
BbICOKasi CTeNeHb reHeTUYecKoln retepo-
rEHHOCTU MpU (PEHUNKETOHYPUN U MY-
KOBMCLMAO03€e 3aTPyOHSAET OpraHun3auunio
MacCOBOr0 UCCreaoBaHUsl Ha reteposu-
rOTHOE HOCUTENLCTBO AaHHbIX 6onesHen
BCTynawwmx B 6pak rpaxaaH ¢ Lenbto
npodumnaktukm. NMposoanTca obenenosa-
HWe poauTenen donbHbIX geter ¢ OKY n
MYKOBUCLMA030M Ha reTepo3nroTHoe Ho-
CUTENbCTBO, MPU CMOXHBLIX CIy4asix OHU
HanpaensTCa B dheadeparnbHble LEHTPbI
C Lenbko NpeHaTanbHOW AMArHOCTUKMN.

B cBs3n ¢ TeM, 4YTO y caxa He BCTpeya-
HOTCA MYKOBMCLMA03 U (DEHUTTKETOHYPUS,
ABNAOLLMECS YacTbiMU HACNeaCTBEHHbI-
MU 3aborneBaHuAMW Yy ApPYrvx HapoAoB
P®, HeobxooumMo MpoBecTM mMccrenoBa-
HUS Ha reTepo3nUroTHOE HOCUMTENLCTBO B
Bynywem.

RGO e B""""""""::::r:"b OcobeHHocTH
NO YHCNEHHOCTH 1
“““"“’l“": poma_ 6payHoil
HMCNOHHOCTD iuTeNoR CTPYKTYpbI
HACRNEHHBIX NYHKTOB, HAIKaRA
NAOTHOCTL HAaceneHMA) ‘
bnaronpuaTtHble
ycnosua ana apenda
reHos

|

MoryT ABUTLCA NPUYUHOA GOPMUPOBAHUA OCOBEHHOCTEN BENMYMHBI U
CTPYKTYPbI F@H@TUY@CKOTO FPY3a, U B YACTHOCTH, BbICOKOA
PacnpOCTPaH@HHOCTH HEKOTOPbIX MOHOT@HHBIX HACN@ACTBRHHBIX
sabonesaHuii cpeau AKYTOB

[emorpadunyeckme NpUYnHbLl HaKONEHNS MOHOTEHHbIX 3aboneBaHui
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3akntouyeHue. [poBeneHo uccreno-
BaHWe reTepo3nroTHOr0 HOCUTENbCTBA 2
YacTbIX HaCNeACTBEHHbIX 3aboneBaHui
B NOMynsiLMn penpoayKTMBHOIO Bo3pac-
Ta. YactoTa BbisBneHns HOM n cungpo-
ma 3M conoctaBuma y CTYLEHTOB caxa
C 4YacTOTOM MONYNSAUMOHHbIX UCCNenoBa-
Hu B Pecnybnvke Caxa (AxkyTus), npo-
BeJEHHbIX paHee ApyrMMu uccregosarte-
nsMu.

BbissBneHo, 4To:

— HakonneHue HacneacTtBeHHOW MeT-
remornobuHemuu | Tna n cuHgpoma 3M
B pecnybnuke CBSiI3aHO C MaXOPHbIMMU
MyTauusamu, 4To obnerdyaet Monekynsp-
HYIO OMArHOCTMKY Y FOMO- 1 reTepo3nroT-
HbIX HOCUTENEN caxa.

— Mo npepBapuTenbHLIM MOMEKYNSP-
HbIM UCCINEeNOBaHNAM poauTenen n npo-
6aHOoB C heHunkeToHypueln Habnioga-
€TCA BbICOKasi CTENeHb TEeHETUYEeCKOoro
nonuMmopdunama mytauun reHa PAH, 4to
3aTpygHSET MnaHWpoBaHWe [OOPOAOBON
OVarHOCTUKN C Uenblo  NpodunakTukm
[aHHbIX TSHKenbIX 3abonesaHui.

— Yactota mykoBuMcUMao3a B pecnyb-
NIKEe CPeam CNaBsHCKMX U APYTX HaLmMo-
HanbHOCTEN NO NpeaBapuTEnbHbIM AaH-
HbIM, HUXE, YeM B OpYyrux permoHax Po®
n EBponbl, HabnogaeTca reHeTnyeckas
reTeporeHHoCTb.

— PexkomeHpyetca paspabotka -
EKTUBHON AMArHOCTUYECKOW TeCT-CuC-
TEMbl YacTbIX MOHOreHHbIX 3abonesa-
Hun B Pecnybnuke Caxa (Akytusi) ans
onpeaeneHnss roMo- U reTepo3nroTHbIX
HocuTenen, B ToM Yncrne HOM | Tuna un
cuHgpoma 3M.

— PEeHUNKETOHYpPUS U MyKOBMCLIMA03 B
nonynsiuusix Esponel, CLUA n PO sBna-
I0TCS1 YACTOW HacneaCcTBEHHOW NaTonoru-
el 1 peKOMeHA0BaHbI 41151 TEHETUYECKOro
TECTMPOBAHMSA C LENb NPOgUIaKTUKK.
YacTtota (heHWnKeToHypun u MyKOBMIC-
uMao3a y HoBOpOXaeHHbIX B Pecnybnuvke
Caxa (AkyTusi) Huxe, Yem B Apyrux peru-
oHax P® n B EBpone.

Takvm obpa3om, BHeApeHve auarHoc-
TUKM MOHOTEHHbIX GonesHen B npakTu-
Yyeckyto MeauumHy B Pecny6nuke Caxa
(AxyTnsa) NnpoBOANTCHA Hay4YHbIMU COTPYA-
Hukamn AHLL KM CO PAMH, B panb-
Helwem Bpavu-nabopaHTbl TFEeHETUKM
MIK no HanpaBneHuto Bpayen reHeTUKoB
npoBoAsiT Ha GrogxeTHow ocHoe [HK-
ONarHOCTUKYy OOMbHbIX, YNEHOB CEMEW,
[OpOAOBYIO ANArHOCTUKY Y CEMEWN C Bbl-

COKMM reHeTuyeckum puckom. LLnpokoe
npumeHeHne  [OHK-gnarHoctukm  npu
YacTblX MOHOrEeHHbIX OOoNnesHAX umeer
oonbloe  coumanbHO-3KOHOMUYECKoe
3HayeHue Ana AKyTMKM, CToMb OTAaneH-
Horo pernoHa Poccuiickon depepaumm.
Pa3paboTtka adhheKkTUBHbIX TECT-CUCTEM
reTepo3nroTHOr0 U roMO3UroTHOTO HOCU-
TenbCTBa 4acTblX MOHOrEeHHbIX 3abone-
BaHWI ANsi AVAarHOCTUKU Y BCTYMNarLLmX
B Opak JacT BO3MOXHOCTb CHU3WUTb py3
HacneacTBeHHbIX 0OonesHenm B pecny-
onuke.
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