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BBegeHne

Kaxxablii YenioBeK MOXET SABMSATbCS HOCUTENEM HacNeACTBEeHHbIX 3a60neBaHuit. JedeKTHbI reH MOXeT Aonrve

roApl NepeaBaThCsi U3 NOKOMIEHUS B NOKO/IEHWE, HUKAK He NPOsIB/sSs cebsl, [0 Tex Nnop, Noka He nosiBuTCs psif,
YC/OBWUIA, CMOCOGCTBYIOLLIMX MPOSIBNIEHUIO TEHETYECKOTO 3a60/1eBaHuns. 19 MOHOTEHHbIX ayTOCOMHbIX PELECCUBHO
HacneayemMbix 3a60M1eBaHNi TakUM YCI0BMEM SIBMISIETCS 3a4aTie pebeHka oT ABYX HOCUTeNel MyTaluy B OHOM 1 TOM
Xe reHe — 1 ¢ 25% BepOSATHOCTbIO, Y TAKOW CYNPY>XECKOI Napbl MOXET POAUTLCA 60/bHO pe6eHoK.

B Mupe Ha cerogHAWwHUIA AeHb AETaSIbHO U3YYEHO MHOXECTBO HAC/NIEACTBEHHbIX GOME3HEN C ayTOCOMHO-PELECCUBHBIM
TUNOM Hac/iefoBaHus. Hanbonee pacnpocTpaHeHHbIE U KIIMHUYECKMN TSKE/bIE U3 3TUX 3a60/1eBaHuli - 3To
MYKOBUCLMA03, (hEHUNTKETOHYPUSI, 6os1e3Hb Tail-Cakca 1 MHOrMe Apyrue. HayuHble coTpyaHVKM naéopartopum
MOCTOSIHHO MPOBOAST MCC/Ie0BaHNS C LeNblo BHeapeHusi B IHK TecTupoBaHne HOBbIX AOCTOBEPHbIX MApKEPOB,
HEOGXOAMMBIX AJ151 ONpeAesieHnst Bce GOJbLIETO KO/IMYECTBa HAC/IEACTBEHHbIX 3a60/1€BaHNIA. Mbl TECTUPYEM COTHY
MyTauuii, CBA3aHHBIX C 76 PELECCUBHBLIMU TEHETUYECKUMM 3a60/1EBAHNSIMU.

YT0 03Hauaet ObITb HOCUTENEM HacneacTBeHHOro

OTeL-HocuTenNb MaTtb-HocuTENbHMLA
3ab6oneBaHuns

HekoTopble 3a60/1eBaHNA MOTYT HAaC/Ie0BaTLCS MO
ayTOCOMHO-PELLECCUBHOMY TUy, TO eCTb [/151 Pa3BUTUS
KIVHUYECKVX NPOSIBNEHNI YEIOBEK AO/MKEH UMETh

ABE MyTauuu (HasbiBaeMbIe TaKKe annenaMmu unm
BapuaHTamm), Mo OAHON Ha KaXKA0M KoUK reHa,
accoLMMPOBAHHOIO C JaHHLIM 3a60/1eBaHneM. Tak Kak

Mbl HacneflyeM [Be KOMum Kaxaoro reHa (no ofHol i i

OT KaX/I0r0 poAUTENsl), PELLECCUBHBIE 3a60/1eBaHNSA

NPOABNAKTCA NULLL TOTAA, KOra YenoBek Hacneayet

annenb, Bbi3blBaKOLLWIi 3a60/1€BaHNe, 0T 0601X

poauTeneit. B oueHb pefKux criyyasix YefioBek MoXeT

HacnefoBaTh 60/1€3HETBOPHbIN a//efb TONLKO

OT O[JHOTO POAUTENS, HO «HOPMaUIbHAA» KON 3popoBbit  PebeHok-  PebeHok-  BonbHow
reHa, yHacnefoBaHHas 0 [|pyroro POAUTENs, MOXeT pebeHok  HocuTenb  HocuTenb  pebeHoK
nogBepraTbCs CMOHTaHHbIM MyTaumam. B pesynstare,

B OpraHM3Me OKa3blBaeTCs BE NaTo/ornyeckme

anenu reHa 1 Kak CeacTBre, passBuTe KIIMHNYECKNX

nposiBfieHnii 3ab6os1eBaHus.

UenoBsek, UMetLLiA TONTbKO OAMH NaTONIOrMUYECKNA annenb, ABSETCA HOCUTENEM, HO 3a60/1eBaHie Y HEero He
pasBuBaeTcsi. Hocutesnib MOXET nepeaarb acCoLMUPOBaHHBIN ¢ 3a60/1eBaHNEM BAPUAHT reHa CBOMM LETSIM, KOTOpbIe
TakKe CTaHyT HOCUTENSIMU, EC/IN NOAOBHLIA MyTaHTHBIN BApUaHT OHW YHAC/IEAYIOT TOMIKO OT OAHOIO U3 pOSMUTENEN.

Ecnun 06a poautens okasblBaloTCs HOCUTENAMMW MyTaLum, TO 4151 KAX/A0ro pebeHka 3Toi napbl cyliecTByeT 25%
BEPOSITHOCTb HAC/IeA0BaHNs ABYX KOMWIA NaToNOrMYeckux anneneii ¢ Noceayowym KIMHUYECKAM NPOsIBNIEHNEM
6051e3HU, 25% BEPOATHOCTbL OTCYTCTBUSI aCCOLMUPOBAHHbIX C 3a60M1eBaHNEM afieneit U NoMHbIM 0CBOGOXAEHNEM OT
noAo6HOro AnarHosa u 50% BepoATHOCTb HOCUTENLCTBA 683 KMHUYECKUX NPOSIBNEHWIA. ECIM HocuTenem siBnsieTcs
TO/IbKO OMH POAWTENb, TO A1 KaXKA0ro pebeHka napbl cyliecTByeT 50% BepOATHOCTbL HAC/Ne10BaHUsS OfHO KonuK
MYTaHTHOI affieny 1 HoCUTeNbLCTBA.

Jlroay ¢ KNMHUYECKMMU NPOABEHMAMY 3a60/1eBaHUs], NepeaatoT Of4HY 13 acCOLMMPOBaHHbIX C 60M1E3HbI0 annenei
KaXAOMy pebeHKy.

DTOT OTYET NoKasbIBAET, 6bIN N HalAeHb! B Bawweli JJHK MyTauum, accouumpoBaHHble ¢ 6o1ee yem 70 ayTOCOMHO-
PEeLECCHBHBIMW FEHETUYECKUMI HApYLLEHUAMMW. ECin HaliieHa ofHa KOnusi MyTauuu, TO Bbl IB/ISETECH HOCUTENIEM
3a6oneBaHusi. Ecnv y Bac fiBe KON OfHOI 1 TOI e MyTauuu, TO Yy BaC FOMO3UIOTHBbI CTaTycC, YTO 03HAYAET BbICOKYHO
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BEPOATHOCTb Pa3BUTNA KITMHNYECKNX I'IpOFlBI'IeHI/IVI 3abonesaHna. Ecnu ABeé pas3Hble MyTaunn ObInn O6Hapy)KeHbI B
OJHOM reHe, 4YTo Ha3bIiBaeTCcsd KOMMIEKCHBbIV reTeposnroTn3m, To BEPOATHOCTb Pa3BUTUA KITMHNYECKNX I'IpOFlBI'IGHI/II7I
3aBUCUT OT pPacrnosioXeHus MyTaLl.VIVI. Ecnu mMmyTaunm HaVI,CI,eHbI He ObI/In, TO Bbl HE ABNSIETECH HOCUTENEM ncecnenyemblix

HapyLLeHuit

Pe3ynkTaTthl, cogepxalimecs B AaHHOM 0TYETEe U TEXHUYECKUE XapaKTepuUCTUK TECTUPOBaHUS BbINN YCTaHOB/EHbI labopaTopueit U yTBEPXAEHSI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, Hanpas/ieHHas Ha ynydlleHve kadecTsa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWIA TECT MOXET UCMO/b30BaThCS UCK/THUNTENBHO B KIIMHUYECKUX LIENSX U He

[OMKEH NCMONb30BAaTLCA B UCCNEL0BaTENbCKMX Lensax. Ecnv y Bac BO3HWMKIN Kakme-mbo BOMPOCh! N0 AaHHOMY OTYETY, CBSXKUTECH C HALLIUMK
KOHCY/IbTaHTaMu Mo TeniedpoHy 8-800-444-36-39 nin ¢ NOMOLLbI UHTEPHET caiTa www.genex.ru.
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HasBaHue 3aboneBaHuit

BbIsiBNeHHble MyTaLMK

MyTauum He HaiaeHbl

HepocTtaTouHOCTb 3-MeTU/IKPOTOHUN-KOA-KapboKkeunasbl

O

AKpOAEpPMATUT 3HTEPONATUYECKNIA

HepocTaTouHocTb anbia-1 aHTUTpUncrHa

BOKOBOI aMMOTPOPMUECKUIA CKITEPO3

HepocTaTouHoCTb aprMHUMHOCYKUMHAT/IMA3bI

AYTOMMMYHHBIV NOUINAHAYNISPHLIA cuHAPOM 1 Thna

CuHppom Baprtepa 4A Tnna

HepocTtaTo4HOCTb 6eTa-KETOTUOMA3bI

Beta-tanaccemus

buotnHngasHasa He[oOCTaTOvHOCTb

CuHpgpom Bnyma

Bone3Hb KaHaBaHa

MepBuUYHas CUCTEMHAs HeJOCTATOYHOCTb KaPHUTUHA

Llepe6poCcyXoXMbHbIN KcaHTOMAaTo3

LunTtpynanHemus | Tuna

HepocTtatouHoCcTb KOPTUKOCTEPOH METU/T OKCnaas3bl

CuvHppom Kpurnepa-Halisipa

MykoBucungos

lMepMaHeHTHbI HeOHaTasIbHbI caxapHbIin gnabeT

HepocTaTtouHoCTb AMTMAPONMPUMUANH AernaporeHasbl

CuHgpom Oy6unHa-IXoHCcoHa

CuHapom dnepca-AaHnoca, gepmaTocnapaxkcuc

CuHapom dnepca-faHnoca, rMnepnofBMXHOCTL CyCTaBOB

CvHgpom Anepca-faHnoca, KNpocKosmos

Oo|o|jojlo|jo|jojoo|jojojo)jojoo|ojolo|ojolo oo |4g

STUIMaioHoBas aumaypus 0
Jedmunt daktopa Xl N
CewmeiiHas BeretTaTnBHas AncaBTOHOMUA O
CewmeiiHan cpeam3eMHOMOpPCKas Mxopaaka 0
AHemunsa PaHKOHN 0
He,CI,OCTaTO‘-IHOCTb ra1aKTOKMHa3bl Il
[anakrozemus O
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HasBaHve 3a6oneBaHuii BbisiBIeHHble MyTauun | MyTauum He HaiieHsbl

BonesHb lMNowe O

rnyTtaposas aungemusn 1 tmna

[nnkoreHos 1A tuna

"M1-raHrnnosngos

[ [ R

HecnHgpomHas HacneacTeseHHas noteps cnyxa tmna DFENB1 n
DFNB9

HecuHgpomHasa notepsa cnyxa tuna DFNB59

[emoxpomaTos

emornobun C

FemornobuH E

Jedmuymt TMIr-KoA-nmasbi

FomouucTuHypus cblg Tnna

Knaccuueckasi roMoLUCTAHYPUS]

CuHpgpom MNypnepa

BonesHb Kpabbe

[Ledunumnt nunonpoTenHInnassl, HaceCTBEHHbII

BanuHoneiuuHypus

HepgoctaTouHOCTL CpedHeLenoveyHon aunn-KoA-gernaporeHassl

Ooo|jojo|jo|jojoao|jojo|go|jo|(g

MeTunmanoHoBsas aungemus

Jedvumt metnneHtetTparngpoconarpegykrassl MTFPP O

Mykonvnuzgos Il

Mykonvnuzgos Il

Mykonunugos IV

MHOXeCTBEHHbII AedulmnT Kapbokcunas

CTreponapesncTeHTHbIN HedPOTUYECKNIA CUHAPOM

Bone3Hb HumaHHa-INnka

deHUIKeToHypUs

[MoNIMKNUCTO3 novek

BonesHb Momne

Jedmumnt npekannvkpenHa

MponuoHoBas auugemus

O|o|jo(o|jo|jo|jg|o|jo|(o|jgo|o

Jednunt npoTpombuHa
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HasBaHve 3a6oneBaHuii BbisiBIeHHble MyTauun | MyTauum He HaiieHsbl

Rh-null cnHgpom

0

MceBnoBUTaMUH-D-AeULUTHBIV paxuT 0

BonesHb CaHaxodha O

[Jedunymnt kopoTkoLenoyeyHoit aumn-KoA-gernaporeHassi

CuHApOM clabocTy CUHYCOBOTO y3na

CepnoBuAHO-KNETOUYHas aHeMus!

HacnepncTBeHHbI cdhepoumnTos

BonesHb Taii-Cakca

BonesHb Taii-Cakca (ncesgoneduumT)

BpO)K,EI,eHHaFI amMerakapunoumnTapHas TpOM60LI.I/ITOI'IEHI/IF|

TuposnHemus

HepocTaTouHoCTb A/IMHHOLENOYeYHOl aunn-KoA-gernaporeHasbi

BonesHb choH BunnebpaHga 2 Tvna, HopMaHacKas

BonesHb hoH BunnebpaHga 3 tvna

Oo|o|oc|jogo|jojo|o|o|jo|4g

Bal aHa/IM3 Ha CTaTyC HOCUTENs Hac/lefCTBEHHbIX 3a60neBaHUii MOXeT UMEThb crieAytolyue pesynbsrarhbl.

BO3MOXHble

OnucaHue
pesynbrarbl
OTMeTKa B KO/IOHKe “BbIsiBNIEHHbIE MyTaLymn” 03Ha4aeT, YTO NaumeHT SBASETCA HOCUTENIeM OfHOW U HECKOMbKYMX
(] MyTauuii, xapakTepHbIX 4718 JaHHOro 3aboneBaHns. OTMeTKa B KO/TOHKe “MyTauumn He HalieHbl” 03Ha4YaeT, YTo nauneHT
He ABNAETCA HocUTeNeM Uccneayemblix MyTaLuii.
OTMmeTKa B KO/TOHKe “BbIsiBMIeHHble MyTaLymn” 03Ha4aeT, YTO NauneHT SBASETCA HOCUTENIeM OfHOWM U HECKObKMX
[ nccnegyembix MyTaumii, HO Halla nabopaTtopus He MOXET onpeaennTb reHoTUN No ApyroMy mapkepy. OTMeTka B KO/TOHKe
“MyTaumm He HalifeHbl” 03HaYaeT, YTO NaUMEHT He SIBASIETCA HOCUTENIEM UCCIeAyeMbIX MyTaLluid, HO 1abopaTopust He
MOXeT onpeaenvTb reHoTUN No Apyromy mapkepy. B 06ovx ciyyasx oTyeT He 6yAeT 06HOB/IEH.
MauuneHT ABAseTCA HOCUTENIEM OHOW WM HECKO/TbKMX UCCefyeMblX MyTaLuuii, HO CYLLLeCTBYIOT Apyrvie MyTauuu,
[ KOTOpble TPEOYIOT AasibHeNLero aHanmsa. 3TOT OTHeT byAeT 0GHOBEH AOMNOHUTENBHOW UHDOPMaLIMEN, Koraa oHa
OyaeT gocTynHa.
Ha paccmoTpeHun Pe3ynbTaTbl UcCnefoBaHns No AaHHOMY 3a60/1eBaHMio He 3aBeplueHbl. OTYeT ByfeT 06HOBMEH B Gnvkalillee BpeMs.
HesoamoxHo Mocne HeckosbKMX NOMbITOK HaM He yAanoch OnpeAennTb pesybTar no AaHHOMY 3a60/1eBaHNo
onpepenntb YA PEA pesy. A Y ’
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ATnnmanoHoBas auuaypus

Baluu pesynsrartbl Genex aHanusuposana sawy AHK Ha

MbI uccnegosanv sawy JHK Ha 2 npu3Haka, ykasblBaloLmx Ha STUIMasioHoBas cogepxaHne mapkepos, OTHOCALLNXCA

aumaypus.Bawa AHK cogepxur 1: K COCTOAHWNIO STUNIMa/IOHOBasA
aunaypusi U yctaHoBuna, YTo Bbl

625G>A B ACADS ABNAETECh BEPOATHbIM HOCUTE/IEM
crneayowmx:

Mbl 06Hapyxunu, yto Bawla AHK coaepXuT ABe Konuu AaHHOW MyTauuun. 1o

Py A Aep A A yTay 625G>A MpucyTtcTByeT
O3Ha4aeT, YTO y Bac MOXET ObITb 3TO HapyLLEHWE, a Takke To, YTO Bbl Nepegagute

OfHY KOMUIO 3TOI MyTauun KaxxgoMy U3 CBOUX AEeTel. YHacne[oBaB OfgHY KOMUKD 3TOW
MyTauumu, Bally AeTU CTaHyT ee HocutensimMu. Ecniv oHu Takke yHacneayoT ele
OfHY KOMWIo 3TOM MyTauMmn OT BTOPOro POAUTENSA, TO Y HUX MOXET Pa3BUTbLCA AaHHOe
3aboneBaHue.

Bam cnepgyet yunTblBaTh, YTO HEBO3MOXHO ONpeaesinTb CTENEHb 3a60/1eBaHUS
NVLWb Ha OCHOBaHMM FEHETUYECKON MHhopmaLun. MposiBNeHus 3abonesaHuns
3HAYUTE/LHO OT/INYAOTCA AAXe Y NOAEN C 0ANHAKOBLIMU MyTauusaMu. ATO 3aBUCUT
OT MHOXECTBA pPa3/IMyHbIX (DaKTOPOB, BK/OUAS OKPYXKAIOLLYHO Cpedy U 06pas XU3HW.
[N nonyyeHnss [ONOHUTENBHON MHGDOPMAaLMK O B/IMSIHAM FEHOTUNA Ha Balle
300pPOBbE 1 3[10POBLE BaLLUNX [AETEN, NoXasyincTa, NPOKOHCYNLTUPYIATECH C HALLUMU
KOHCy/NbTaHTaMU-FreHETKaMM U CO CBOMM JIeHallM BPa4oM.

OnucaHue reHa

OTUNMasIoHoBas auuaypusi MOXeT ObITb Bbi3BaHa ABYMS pacnpocTpaHeHHbIMU MyTauusmm reHa ACADS: 625G>A n 511C>T.

l'eH ACADS kogupyeTt thepMeHT MUTOXOHAPWIA, KopoTkouenoveyHas auuni-KoA-gerngporeHasa (SCAD). 3T0T hepMeHT
NPUHUMAET yyacTve B MeTabosim3me XUpHbIX kKncnot (PMID 18977676). 3a cueT pacLienneHuns rpynnbl XX1poB, Ha3biBaeMbIX
KOPOTKOLIENOYeYHbIe XMpHble KNCNoTbl, oepmeHT SCAD obecneunBaeT aHepriei MblllLbl 1 TakMe opraHbl, Kak cepAaLe v neveHsn.
B otcyTCcTBMM akTUBHOCTY thepmeHTa SCAD NPOMCXOANT HAKOM/IEHME B OPraHn3mMe aTU/IMasI0HOBOW KMC/10Tbl, KOTOPas BbIBOAUTCS
C MOYOIA. [lBa yNOMSAHYTbIX BapuaHTa Hac/1efyoTcs No ayTOCOMHO-PELIECCUBHOMY TUMYy. Y NtoAel, UMEIOLLMX B reHOME B KOMnum
OZHOrO 13 BapMaHTOB, YaCcTO YBENNYMBAETCS YPOBEHb BbIBEAEHUSI C MOUOI 3TUIMA/IOHOBOI KUCOTbI. Konun B reHoMe MOoryT 6bITb
OZIHOTO UM pa3HbIX BapnaHToB (reTepo3nroTa).

OnucaHune 3aboneBaHusi

3TUManoHoBas auuaypus xapakTepnayeTcs NoBbILLEHHbIM BblAeNEHUEM 3TUIMa/IOHOBOM KUCAOTbI C MOYol. Mbl TecTupyem JHK
Ha BapuaHTbl 625G>A 1 511C>T B reHe ACADS, KOTOpble CBA3aHbl C faHHbIM COCTOsIHMEM. BONbLUMHCTBO NoAel, UMEIOLLMX B
CBOEM reHoMme [Be KONuW 3TUX BapuaHTOB, 340P0Bbl N HE UMEKT BUANMbIX CUMITOMOB.

MpuunHa, No KOTOPOLi Mbl NPOBOAMM UCCEA0BaHNE 3TUX FTEHOB B TOM, YTO NII0AM C AAHHbIM FEHOTUMOM, MOTYT ObITb NOABEPXKEHbI
peakomy HacneACTBEHHOMY HapyLUEHWNIO OKAC/IEHUS XXMPHOW KMCNOTbI, KOPOTKOLLENoYeyHoi aumn-KoA-gernaporeHassi

(SCAD). OgHako aTta naTosiorus pa3smMBaeTcs /iMllb B COYETaHUW C APYTMMU FeHETUYECKMMU U BHeLUHUMK dhakTopamu (PMID
18523805). Ecnu y Bac nmeeTcsi oAMH 13 BbllieyKa3aHHbIX BapyaHTOB, NOXasyiicTa, MpoBeanTe aHa/In3 Ha HeoCTaTO4YHOCTb
KopoTkoLenoyeyHo aunn-KoA-germgporeHassl (SCAD).

TecTuUpyembie MmyTauuu
MbI BbINO/IHAEM TECTMPOBAHUE Ha HA/IMUYME ABYX YaCTO BCTpevarLlmxes myTtaumii 625G>A n 511C>T B reHe ACADS,
acCoLMNPOBaHHbIX C MOBbILLEHHO 3KCKpeLyei STIMasIoOHOBOW KUC0TbI C MOYOWA.
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PacnpOCTpaHeHHOCTb Y 3THN4YeCKux rpynn

B nccneposaHun, nposogusLluemcs B CLUA ¢ yyactuem 694 yenoBek, 4actoTa HoCcUTeNbCTBa MyTauuin 625G>A n 511C>T
coctaBuna 1/5 n 1/33, cootBetctBeHHO (PMID 12706374). Bo3MOXxHO, 4TO y 14% 340pOBOr0 HacesieHns B reHoMe NpeAcTaB/IeHo Mo
[Be KONuK yka3aHHbIX BapuaHTos (PMID 18523805).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKME XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MMpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TECT MOXET UCMOb30BaTbCS UCK/THOUNTENBHO B KNIMHUYECKUX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1M60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLMMK
KOHCynbTaHTaMu no TenedoHy 8-800-444-36-39 1m ¢ NOMOLLbI0 MHTEPHET caiiTa www.genex.ru.
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OAedmunTt meTnnentTeTparngpodonarpegykrasbl MTI PP

Baluu pesynsTarsl Genex aHanmManpoBsasia Batlly

Mbl nccnenosany eatly JIHK Ha 35 Npu3HaKoB, yKasblsatowwx Ha Jeduuut [HK Ha cogepxaHue mapkepos,

meTuneHTeTparngpoconarpegykrassl MTI®P.Bawa AHK cogepxut 1: OTHOCSILLIXCA K COCTOsIHMIO [lechnumT
METUNEHTETPArnapodoNaTpeayKTasbl

A1298C (E429A) B MTHFR MTT®P 1 yctaHoBuUNa, 4TO Bbl
SIB/IAIETECh BEPOATHBIM HOCUTE/NEM

MbI 06Hapyxunu, uTo Bawa JHK cogepxuT ABe Konuu JaHHOi MyTaumu. 310 cnepyomx:

03HaYaeT, uTo y BaC MOXET BbITb 3TO HapyLLUEHWUE, & TaKKe TO, YTO Bbl NepesaanTe A1298C (E429A) | MpucyTeTRyeT

OfHY KOMUIO 3TOI MyTauun KaxxgoMy U3 CBOUX AEeTel. YHacne[oBaB OfgHY KOMUKD 3TOW
MyTauumu, Bally AeTU CTaHyT ee HocutensimMu. Ecniv oHu Takke yHacneayoT ele
OfIHY KOMUIO 3TOW MyTaLun OT BTOPOrO POAMTENS, TO Y HAX MOXET pasBUTbCS AaHHOE
3aboneBaHue.

Bam cnepgyet yunTblBaTh, YTO HEBO3MOXHO ONpeaesinTb CTENEHb 3a60/1eBaHUS
NVLWb Ha OCHOBaHMM FEHETUYECKON MHhopmaLun. MposiBNeHus 3abonesaHuns
3HAUMTE/NIbHO OTNINYAKOTCS Aaxe Y Nofel ¢ oAMHAKOBbIMU MyTauUsiMU. DTO 3aBUCUT
OT MHOXECTBA pPa3/IMyHbIX (DaKTOPOB, BK/OUAS OKPYXKAIOLLYHO Cpedy U 06pas XU3HW.
[N nonyyeHnss [ONOHUTENBHON MHGDOPMAaLMK O B/IMSIHAM FEHOTUNA Ha Balle
300pPOBbE 1 3[10POBLE BaLLUNX [AETEN, NoXasyincTa, NPOKOHCYNLTUPYIATECH C HALLUMU
KOHCy/NbTaHTaMU-FreHETKaMM U CO CBOMM JIeHallM BPa4oM.

OnucaHue reHa

Oedmunt MTT PP (MeTuneHTeTparngpodonarpenykrasbl) pa3snBaetcs B pesysnsrare gedekra reHa MTHFR. e MTHFR
KogupyeTt dhepMeHT MeTuneHTeTparngpodonarpeaykrasy, KOTopblii NPUHMMAET yyacTie B MeTabom3Me amnuHOKUCNOT. PepMeHT
MTI®P yyactByeT B 06pa3oBaHun BeLLECTBa, KOTOPOEe He0HX0AMMO A/18 NpeobpazoBaHNs romouncTemHa (AMUHOKUCIOTHI,
KOTOpasi MOXXET OKa3bIBaTb TOKCUYECKOE [EeNCTBUE B BbICOKMX KOHLEHTPALMAX) B METUOHUH (aMVUHOKUCIOTA, KOTOopas He AB/seTcs
TOKCWYHOW 1 Heobxoauma A1 HOPMasTbHOTO (PYHKLMOHMPOBaHUS KNeTkK). Be3 AoCTaTOYHON akTUBHOCTY (DEPMEHTA, FTOMOLMCTENH
HakanMBaeTCs B KPOBM U BbI3blBAET KMHUYeckne cumntombl (PMID 12083967). TskeCTb COCTOSIHWUS 3aBUCUT OT OCTaTOYHOW
aKTMBHOCTM chepmeHTa y 60/1bHOr0. CoxpaHeHe MeHee 60% HOPMasibHOM aKTUBHOCTU (hepMeHTa CUMTAETCS YMEPEHHbIM
neguumtom MTITOP. AKTMBHOCTbL dhepMeHTa Huke 20% OT HOPMaUsTbHOW cunTaeTcs Tshkenbim aedmumutom MTI®P 1 BcTpeyaetcs
O4YeHb peako.

Oedmumnt TMIdP HacnegyeTcs N0 ayTOCOMHO-PELLECCUBHOMY TUMy.

OnucaHue 3a6oneBaHus

Tshkenbin gecpmumnT metTuneHtetparngpodonarpeaykrasbl (MTIOP) (npy akTMBHOCTU chepmeHTa MeHee 20%) NpUBOAUT K 3a4epXKKe
B (h3U4ECKOM PasBUTUW, YMCTBEHHOW OTCTA/I0CTU, CYOPOXHbLIM NpUnagKam, ABUratenbHOW AUCHYHKLMN Y HAPYLLIEHWIO NOXOAKMN,
4yacTo B paHHeM Bo3pacTe. OfHaKo TSXenblii AenunT BCTpeuaeTcs o4eHb peaKo, Bcero B Mupe 6bi1o 3athukcmpoBaHo He 6ornee
100 cny4aes.

MyTaumm, Bbi3blBaKOLWME YMEPEHHbI gedmumnT MTT®OP, oueHb pacnpocTpaHeHbl B 06LWweit monynsaumMm. YMepeHHbIn aedounuuT,
NPUBOAUT K YBENIMUYEHMNIO YPOBHSA TOMOLMCTENHA B KPOBUW (Hanpumep, y romo3unrot no C677T), CONPOBOXAAETCA MOBbILLEHNEM

pvcka pa3BuTUS CepAEYHOCOCYAMCTbIX 3a60/1eBaHuUiA, @ Takke BPOXAEHHbIX aHOMaNnii pa3BuUTHA, Taknx Kak fedekTbl 3aKkpbITUs
MeayIApHON TPyOkn. OfHaKo TsHKeCTb 3ab0neBaHns UK ero NocNeACcTBUIA ANs NNl C YMEPEHHBbIM AedULMTOM hepMEHTa CU/bHO
3aBUCAT OT ANETbl, 0COBEHHO OT NOTPEe6/IeHNsT PONEBOI KMCNOTLI. [JocTaTouHOe noTpebeHne ponmeBoit KUCAO0Tbl Y FOMO3UIOT No
C677T yacTo HOpManU3yeT ypPOBHM romouucTerHa B kposu (PMID 12083967). KpoMe TOro BbISIBMIEHO, UTO Y XEHLLMH, NOMYyYatoLLmX
[0MN0NHUTENLHO (hONMEBYIO KACMOTY B NEPUOS 3a4aTusi, pUck AedekToB 3aKpbITUsa Meay/InsipHOR Tpy6kM cHkancs Ha 50-70%,

YTO CBMAETENLCTBYET O TOM, YTO A06aBKU DO/IMEBOIA KMCNOThI MOTYT CHU3UTb PUCK BO3HUKHOBEHUST Ae(DEKTOB HEPBHOW TPYOKU y
HocuTenen myTauunii ymepeHHoro geduuuta MTIoP (PMID 16672082).
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TecmpyeMble mMyTauumn

JNTabopaTopusi BbIMOHAET TecTnpoBaHue okono 40 Bngos mytaunii reHa MTHFR, B TOM uncrie ABa cambiX pacnpoCTPaHeHHbIX
BapuaHTa (C677T n A1298C), BbisbiBarOWMX aedonunt MTIFOP. 3Tn aBe MyTaLMmn Bbi3bIBAOT yMEPEHHbIA AepUunUT depMeHTa n
06HapyeHbl BO Bcex aTHM4Yeckux rpynnax (PMID 9545406, PMID 9719624).

PacnpOCTpaHeHHOCTb Y 3THNUYEeCKux rpynn

PacnpocTtpaHeHHOCTb HocuTenbcTBa MyTaumii MTHFR LUMPOKO BapbMpyeT B pa3nnyHbIxX nonynsaumax. Hanéonee
pacnpocTpaHeHHbIi BapnaHT, U3BECTHbIN kak C677T 1 NPUBOAALLMIA K yMEPEeHHOMY AeddnumnTy dhepMeHTa, Yalle BCero BcTpeyaeTcs
B CPeAV3EMHOMOPCKON 1 NaTMHOAMEPUKAHCKOM Nonyisaumsax, 3aTemM B KATAACKOW, EBPONEOVAHONM, APYTMX a3uaTckux Nonynsuusx u
y adpprkaHLeB/adpoameprkaHLeB. B ceBepoameprikaHCKUX NONyAaLMaX YactoTa HocuTenbecTBa MyTaummn C677T coctasnset 30%,
npu aTom He MeHee 10% sIBASIOTCA roMo3urotaMu, TO eCTb MMEKT ABe Konum atoii myTauun (PMID 12920077, PMID 9545406,
PMID 8837319). Ha BTopom MecTe No pacnpocTpaHeHHOCTH cToMT myTaumns A1298C, koTopas Takke cBA3aHa C YMepeHHbIM
aeduumTom dhepMeHTa, € YacToTol HocuTenbeTea 11-30%. MNpu 3TOM romo3urotamu ABnstTes <1%-13% nonynauyun (PMID
9719624).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHuAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTa fabopaTtopHoii cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHbli AnarHoCTUYeCKWA TeCT MOXET UCMOb30BaTbCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsX U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HWKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXXMUTECH C HaLLUMK
KOHCyfbTaHTaMm Mo TenedoHy 8-800-444-36-39 1m ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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Bone3Hb CaHgxodyha

Baluu pesynsrartbl Genex aHasmsvpoBasia Bawy JHK Ha
MbI uccnegosanv Bawy JHK Ha 3 npu3Haka, ykasblBaroLlmx Ha bonesHb coepxaHne mapkepos, OTHOCALLINXCS
CaHaxodhdpa.Bawa JHK cogepxuT 1: K cocTosHMo bonesHb CaHaxodda
1 yCTaHOBWNA, YTO Bbl ABNSETECH
S62L B HEXB BEPOATHbIM HOCUTENEM CeayoLWwmX:
o o S62L MpucytcTByet
OT0 03HayaeT, YTOo Bbl AB/ISETECH HOCUTE/IEM OAHOM U3 MyTauuiA, Bbi3bIBaOLLMX

[aHHOe 3a60/1eBaHNSA, HO Ma/IOBEPOSITHO, YTO OHO Y Bac byaeT passuBarbces. Ana
nosyyeHnst 6osee Nogpo6HON MHAhOpMaLMKM O CTaTyce HOCUTENA N 0 TOM, YTO 3TO
O3Ha4aeT AN Baluux AeTei, 06paTUTeCh K HaLLUM KOHCY/IbTaHTaM-reHETMKAM.
OcTatouHbIi puck: CyLecTBYeT MHOXXECTBO peaKkmMx MyTaluii, NOMUMO TOro
BapuaHTa, KoTopbIii Mbl onpegenunu B Baweit JHK. Takum 06pa3om, Bbl MOXeTe
oKasaTbCs HOCUTENEM MyTaLymn, KOTOPYIO He BbISIBASIET Halle TecTupoBaHue. Ecnn
Y KOro-TO M3 Y/IEHOB Ballleil CEMbW MMEKTCSA HaCNeACTBEHHbIE 3a601EeBAHUS U Bbl
06eCnoKOEHbI BO3MOXHbIM H/IMYMEM Y Bac AaHHOIO 3ab60neBaHus, 06paTuTech K
HaLLWM KOHCY/IbTaHTaM-reHETUKaM.

OnucaHue reHa

BonesHb CaHaxogdha ABASETCS IM30COMHON 60E3HBLI0 HAKONMEHWS!, BbI3BaHHOW MyTaumsammn reHa HEXB, KOTopbIil kogupyeT
6eTa-cyobeauHuLy hepmeHTa 6eTa-rekcozammHnaassl. beta-rekcozammHugasa BAseTcs AM30CoMasibHbIM (DEPMEHTOM,
KOTOPpbIi y4acTBYET B pacLUen/IeHUN ONpeaeneHHbIX XMpoB (GM2-raHrnno3naos) B rofIOBHOM MO3re U Apyrnx opraHax. JIM30Ccombl
npeacTaB/iAoT COO0 KIETOYHbIE OpraHessibl, KOTOpbIe PAaCLLENASIOT U YTUIM3NPYIOT Takne KpyrnHble MOJSIEKy b, Kak 6enku,
yrneBoAbl, HyK1enHoBbIe KNCI0Tbl U nunugbl (PMID 12706724). CHuxeHue yHKUMM 6eTa-rekcosaMmHngasbl NpuBOAUT K
HakonneHunto GM2-raHrnMo3nioB B IM30COMaxX HEPBHbIX KNETOK U, B KOHEYHOM UTOTE, K CMEPTU 3TUX K/1ETOK.

BonesHb CaHaxodicha MOXHO OxapakTeprn3oBaTh Kak Tsbkesyto hopmy 60ne3Hn Taint-Cakca, Ha KOTOPYH Mbl TOXE MNPOBOAUM
TecTupoBaHue. B otnnune ot 6onesHmn Tain-Cakca, npy KOTopoi nmeetca fedpekt B reHe HEXA, kogupytowem ansga-cyobenmHuLy
6eTa-rekcosammHmaassl, npy 6onesHn CaHaxodcha nopaxaetcs reH HEXB, KoTopblli KogupyeTt 6eta-CyobegnHnLy 3TOro
hepmeHTa.

3ab6onesaHne CaHaxoditha o6nagaeT ayTOCOMHO-PELLECCHBHBIM TUMOM Hac/1ef0BaHUs.

OnucaHue 3a6oneBaHnA

BonesHb CaHaxoddha npeactasnseT coboii HacneacTBEHHOE 3abo1eBaHne, XxapakTepm3aytoLLeecs NOCTENEHHON AereHepauei
LEHTPa/IbHOW HEPBHOI cCTEMbI. B 3aBMCUMMOCTM OT BO3pacTa, B KOTOPOM MPOMCXOANT MaHudecTaums 3aboneBaHuns, BblaensoT
TPpU KNMHMYecknx hopMbl 60/1E3HU; AEeTCKast, OBEHUIbHAsA 1 B3pocas. [eTckas oopma sSBASIeTCS Hanbosee TSHKENoi.
MaHuchectauus 3abonesaHus NPOUCXOAMT B TEYEHME MEPBbIX 5-6 MECALEB XMN3HW U NEPBbIMY NPOSABIEHUSMWN CTAHOBATCSA
oTCTaBaHWe B pa3BUTUM, Cy[OPOXHbIE NMPUMNagKM, YacTuyHas UK NosHas yTparta 3peHusi (aMmaBpo3) M NOsIB/IEHME Ha CeTYaTke
BMLLHEBO-KPACHOro NsiTHa (CUMNTOM «BULLHEBOW KOCTOUKM»). B TepMUHaNbHBIX cTaamsax 6one3Hn CaHaxodda y peGeHka
NPOrpeccupyeT yrHeTeHne CO3HaHNs BNIOTb 40 Pa3BUTUSA BErETATUBHOIO COCTOSHUA. JleTaulbHbIl UCXOZ HAacTynaeT B Bo3pacTte 3-4
NeT, 06bIYHO U3-3a pecnmpaTopHbIX MHekunii (PMID 1531140, PMID 7557963). KOBeHubHas 1 B3pocnas dhopma MMerT MeHee
BbIPaXXEHHbIE K/TMHNYECKUe NposiBneHns. MaHudecTauusi OBEHWUIbHOW )OpMbl 06bIYHO NpoucxoauT B Bo3pacTe 3-10 NeT. bosnbHble
MOTYT A,OXWTb [0 3pesioro Bo3pacTa. K K/IMHMYeckuM cuMnToMam OTHOCMTCS MPOorpeccupyoLwas gereHepaums MbILLEYHON TKaHu

N MbllWeYHas ciabocTb (aTpodhms MblilL), HApYLLEHNE KOOPAMHALMM ABWKEHWI (aTakcus) n ncuxudeckune paccrtpoiictea (PMID
1531140, PMID 7557963).

TecTuUpyembie myTauuu

Nabopatopusi NnpoBOANUT TECTbI HA HEKOTOPbIE NaToreHHble MyTaumn reHa HEXB, KoTopble Bbi3biBaloT 60/1e3Hb CaHgxodda.
MyTauus IVS2+1G>A sBnseTca Hanbosee 4acTo BCTpeYaeMoii B apreHTUHCKUX cembsix (PMID 8076944), a myTtauus 76delA
LLUMPOKO pacnpocTpaHeHa cpean HocuTenein 6onesHn CaHaxoddha B XpUCTUAHCKON MapoHUTCKO 06wwmHe Kunpa (PMID 10982028).
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PacnpocTpaHeHHOCTb Y 3THUYECKUX rpynn

B otmnune ot 60n1e3Hu Tail-Cakca, koTopas LWMPOKO pacnpocTpaHeHa cpeamn eBpees allkeHasu, 6onesHb CaHgxodda He
OrpaHMyMBaETCs Kako-mmbo OAHOM 3THMYECKO rpynnoi. OgHako BbiCOKasi yacToTa BCTpeuyaeMocTn 6one3Hn CaHgxodhda
06HapyXvBaeTCs B OnpefeneHHbIX reorpadunyecky U30/IMpoBaHHbIX MOMNYNSUMaX B ceBepHoii YacTu CackadeBaHa (kaHafckve
METUCI), B apreHTUHCKOM NpoBuHLMK Jla-Puoxa (PMID 1390948) n B MapoHMTCKO 06wwmHe Kunpa (PMID 10982028). B CLUA
yacTtoTa HocutenbcTBa 6one3Hn CaHgxoddha onsa HeeBpeckoi nonynauum coctaenset 1:278, n 1:500 gnsa espeiickoin (PMID
2955697).

PesynbTathl, cogepxalmecs B JaHHOM OTYETE U TEXHUYECKNE XapaKTepUCTUKN TECTMPOBaHWS OblNN YCTaHOBMEHbI nabopaTtopueli 1 yTBEPXAEHbI
B COOTBETCTBUM C TpeboBaHusAMM CLIA (MpaBka k 3aK0oHy, HanpaB/ieHHast Ha ynydlleHre kadecTBa fabopatopHoli cnyx6bl CLUA ot 1988r.)

1 Poccuiickoro 3akoHoaaTenbeTBa. JaHHblii AnarHoCTUYECKWA TeCT MOXET UCMOb30BaThCs UCK/THOUNTENBHO B KIIMHUYECKUX LIeNsx U He

[0/MKEH NCNOMb30BaTbCS B UCCNefoBaTeNbCkux Lensax. Ecnv y Bac BO3HMKIN kakue-1m60 BOMPOCHI N0 AaHHOMY OTHETY, CBSXMUTECH C HaLLMMK
KOHCyfbTaHTaMu Mo TenedoHy 8-800-444-36-39 1im ¢ NOMOLLBI0 MHTEPHET caiiTa www.genex.ru.
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JTOT pasaen CoAepXUT Ha3BaHWst MHAMBUAYANbHbLIX MapKEPOB, Ha KOTOPble NPOBOAM/IOCH TECTUPOBaHUE. MapKepbl NepeuncnsioTes no

BbI3blBa€MOMYy 3a60/1eBaHNI0 C Ha3BaHWEeM reHa B CKOOKax.

OpaHxeBblii UBeT: ECNU Bbl ABNSETECH HOCUTEIEM MApPKEPOB, TO OHU ByAyT BblAeNeHbl OpaHXeBbIM LIBETOM 1 B BalleM oTyeTe Gyaet

AononHutesnbHasa CTpaHuua ¢ onnMcaHnem Ballnx pesy/braTtoB.

HerpougHas paca: Mapkepsbl, KOTOpblE He 6blIN Yy Bac 06HAPYXEHbI, OTMEUYEHbI YEPHBLIM LIBETOM.

3auepkuBaHue: Mbl leflaem Bce BO3MOXHOE, YTO6bI NPejoCcTaBUTb BaM TOUHYH MHGIOpMaLIMio 060 BCEX UCC/efyeMblX Mapkepax Ballero
reHoTuna. apefka, Haleil nabopatopum He yaaeTcs onpeaenuTb Mapkepbl. ATO 03HAYAET, YTO Mbl HE MOXEM ONpefenuTh cTaTyc Ballei AHK no
[aHHoli MyTaummn. Bce MyTauum, No KOTOPbIM HE NOMY4YMI0Ch NOMYYNThL TOUHBIA Pe3ynbTat, 0603HauYeHb! NepeyepkuBaHNEM UX Ha3BaHUs. Ecnu Bbl
06€eCcnoKoeHbl CTaTyCcOM N0 AaHHON MyTauuu, 4OCTYMHbI ApyrMe MeToAbl TecTupoBaHus AHK.

OcTaTtouHbI puck: CyLecTByeT MHOXECTBO PeaKUX MyTauuii, TOMMMO TOTO BapuaHTa, KOTopbIli Mbl onpeaenuny B Baweli JHK. Takum o6pasom,
Bbl MOXETE 0Ka3aTbCs HOCUTENEM MyTauuu, KOTOPYH HE BbISIB/ISIET Halle TeCcTupoBaHue. Eciin y Koro-To 13 YieHoB Balleli CeEMbW METCS
HacneACTBEHHblE 3a60/1eBaHUS NI Bbl 06ECMOKOEHbI BO3MOXHbIM HA/IMUMEM Y Bac AAHHOro 3aboneBaHns, 06patnTech K HaWyM KOHCY/bTaHTam-

reHeTukam.

Bam Heo6X0AMMO 3HaTb, YTO HEBO3MOXHO NPOrHO3MPOBAaTL BEPOSITHOCTL Pa3BUTHS 3a60/1eBaHUs TOMbKO HA OCHOBAHUM aHa/In3a reHoTuna.
3aboneBaHue He OAMHAKOBO NPOSIBASIETCS Y Pa3HbIX JI0AEN, faXe NPU HAIMYUY UAEHTUYHON MyTaLmu, YTO ONpesensieTcst MHOXECTBOM ApyruxX
(haKTOpOB, TaKMX KaK BAUsSHWE OKpyXaloLleli cpeabl, 06pas Xu3Hu, BpeaHble NpUBbLIYKM U T.4. 15 NoMy4YeHnst LONOMHUTENbHO MHGopMaLMm

0 pesy/bTaTax TeCTUPOBaHUs, COCTOSIHWM BaLLIETO 340POBbsS U O TOM, KaK NoflyYyeHHble faHHbIe MOryT NOBNMSTL Ha 3[0POBbE BalUMX AeTel,
06paTuTech K HalIUM KOHCY/IbTaHTaM-reHeTUKaMm Uy K CBoeMy fiedallemy Bpady.

HepocTaTtouHOCTb 3-METUNKPOTOHWU-KOA-Kapbokcunasbl

BonesHb KaHaBaHa (ASPA)

R193C (MCCC2), V339M (MCCC2), 1437V (MCCC2), S173L
(MCCC2), E99Q (MCCC2), L437P (MCCC1), R385S (MCCC1),
A289V (MCCC1), D532H (MCCC1)

AKpozepmaTtuT aHTeponatuyeckuin (SLC39A4)

1223 1227delCCGGG, L48X

HepocTatoyHocTb anbga-1 aHtutpuncunHa (reH SERPINAL)

Y231X, A305E, E285A, 827delGT, F295S, G274R, P280S, M195R,
245insA, Y109X, 433-2A>G, C218X

MepBuYHasA cucTeMHast HeLOCTATOYHOCTb KapHUTUHA (SLC22A5)

R254X, W283C, T440M, T468R, T219fsX284, R169W, Y4X, N32S,
P46S, Y211C

LlepebpocyxoxunbHblii kcaHToMmatos (CYP27A1)

annens S, annenb Z

Bokosoi amunoTpodmyecknin cknepos (ALS2)

1867delCT

HepocTtaTto4yHoCTb apruHUHoCyKumHataMasbl (ASL)

Q354X, V178M, R385C, R193Q, Q116X, IVS5+1G>A, D87G

AYTOUMMYHHBI nonurnaHaynsapHelii cuHapom 1 Tuna (AIRE)

R257X, 967-979del13, R139X, Y85C, W78R, Q358X, P370fsX370,
IVS8+5G>T, L323fsX372, R303P, C311fsX376, C311Y,
M388fsX422, H415fsX422, IVS11+1G>A, A502fsX519, P539L,
X546C, C449fsX502, C446G, E298K, L417fsX478, R433/C434fsX,
L397fsX478, P252L, F77S, V80L, K83E, L29P, L28P, R15C, T16M,
64-69del6, YO0C, L93R, G218fsX284, G228W, M1L, R203X,
IVS3+2T>C, L97P, S135fsX147, IVS3-2A>T, IVS7+1G>A

CuHgpom baptepa 4A tuna (BSND)

G47R

HepocTtaTouHocTb 6eTa-ketoTnonasbl (ACAT1)

R208X, T297M, IVS11+2T>C, IVS8+1G>T, G183R, 149delC,
G152A, Q272X

Beta-tanaccemusn (HBB)

-29A>G, IVS1+6T>C, IVS1+110G>A, cd39C>T, 17A>T,

MyTaums B HB, cd8/9+G, cd8-AA, 41/42-TTCT, cd44-C, -28A>G,
cd24T>A, -88C>T, IVS2+849A>C, IVS2+654C>T, IVS2+849A>G,
IVS1+5G>T, IVS2+1G>A, IVS2+745C>G, -87C>G, IVS1+1G>A

BuotnHmaasHas HefocTaTouHOCTL (reH BTD)

A171T, D444H, R538C, Q456H, C33FfsX36
CuHgpom bnyma (reH BLM)

MyTauusa bimAsh, R899X, Q975fsX, C1055S, R836fsX, W803fsX,
W567X, Q645X, S186X, W428X

R395C, A216P, T339M, IVS6+1G>A, IVS7+1G>A, R474W, R405W,
P401R, IVS6-1G>T, R405Q, E408X, Q461X, P441S, IVS7+5G>T,
P384L, G472A, D354G, E195X, R127Q, Q159X, IVS2+1G>A,
G145G, R231X, W260X, R127W, K284X, IVS4+1G>A, R270X,
R137W

UnTtpynnnHemus | Tuna (ASS1)

G390R, IVS6-2A>G, R304W, V345G, S180N, E191K, Q380X,
952delG, Y190D, R307C, R86H, R95S, V269M, R272C, K310Q

HepnocTtaTtoyHOCTb KOPTUKOCTEPOH MeTun okemaassl (CYP11B2)
R181W, V386A, G435S, 104_108delTGCTG

CuHgpom Kpurnepa-Hanspa (UGT1AL)

Q357R, A401P, S381R, G377V, P387R, N400D, 1186delG, H376R,
1370V, 1043delA, R341X, Q357X, IVS3-2A>G, A368T, S375F,
R403C, W483X (TAG), A478D, W483X (TGA), Y486D, G493R,
S488F, E463A, L443P, 1223insG, 1220delA, K428E, IVS4+1G>T,
K437X, IVS4-1G>A, R336W, W335X, C177R, L175Q, Q185P,
Y192X, R209W, M204V, 517delC, F170del, W40R, H39D, Y74X,
L131P, V160E, 397_402delCAACAA, 652insT, V225G, 878_890del,
A292V, 1294T, 973delG, Q331R, Q331X, IVS1+1G>C, Q283X,
Q239fsX256, L233R, 801delC, N279Y, C280X, P34Q
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Mykosucungos (CFTR)

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

rnytaposas aumgemus 1 tuna (GCDH)

deltaF508, W1282X, 3849+10kbC>T, N1303K, G551D, 621+1G>T,
R553X, R117H, R334W, G85E, R1162X, 1717-1G>A, R347P,
2184delA, A455E, 711+1G>T, 1898+1G>A, 2789+5G>A, 3659delC,
R560T, 3120+1G>A, G542X, deltal507, S1196X, 3667ins4,
R1158X, Q1100P, 3272-26A>G, 3171delC, W1089X, 3120G>A,
W1204X, D1152H, G1349D, 1949del84, S549R (A>C), V520F/

I, 1148T, M1101K, S549N, G622D, 3876delA, Q1238X, S1251N,
3905insT, 2869insG, 3791delC, 2108delA, 846delT, V232D,
L206W, 935delA, 936delTA, 1078delT, deltaF311, P205S,
712-1G>T, 405+3A>C, 405+1G>A, 394delTT, 444delA, 574delA,
G178R, 663delT, G330X, R352Q, 2055del9>A, 2043delG, P574H,
2105del13ins5, R709X, 2307insA, K710X, A561E, 1812-1G>A,
Q493X, S364P, Q359K/T360K, 1677delTA, C524X, L558S, S549R
(T>G), P750L

MepMaHeHTHbI HeoHaTasbHbIV caxapHbli anabeTt

IVS8+2T>G (GCK), R397L (GCK), P45L (ABCC8), N72S (ABCC8),
E382K (ABCCB8)

HepocTtaTtoyHoCcTb avrngaponupumMuamni gerngporeHassl (DPYD)

IVS14+1G>A, R235W, V335L, M182K, P86L, E386X, IVS11+1G>T,
R886H, A777S, 1560S, H978R

CuHgpom [y6uHa-xoHcoHa (ABCC2)

11173F, R1150H
CuHppom Anepca-faHnoca, gepmarocnapakcmuc (ADAMTS2)

Q225X, W795X

CuHapom dnepca-faHnoca, rmnepnogsmxHocTb cyctaBoB (TNXB)

2116_2117dupGT, 3551_3552delAA

CuHgpom dnepca-faHnoca, kngockonunos (PLOD1)

Y511X, Q327X, 1702insC, W612C, R670X, H706R, G678R,
A667T, W446G, Y142X, 153dupC, 467-2delA, R319X, Q49X,
975+2_975+3insTT, 1362delC

OtunmanioHoBas aunaypusa (ACADS)

625G>A, 511C>T
Oedmunt dhaktopa Xl (F11)

F283L, E117X, IVS14+1G>A, C128X

CewmeliHas BeretatuHas gvcastoHomus (IKBKAP)

R696P, IVS20+6T>C

CemeliHas cpegusemHomopckas nuxopagka (MEFV)

M694V, V726A, M680I, R653H, R408Q, M694l, A744S, K695R,
R761H

AHemuna PaHkoHn (FANCC)

IVS4+4A>T, 322delG, R548X, Q13X, R185X, L554P

HepocTtaTtouHOCTb ranakTokmHasbl (GALKL)

Q382X, R256W, G349S, T344M

lFanaktozemus (GALT)

Q188R, N314D, L218L (c.652C>T), K285N, Y209C, L195P, S135L,
F171S, IVS2-2A>G, E203K

BonesHb Mowe (GBA)

N370S, V394L, D409H, R463C, IVS2+1G>A, 84GG

A421V, R402W, V400M, A293T, R227P

nukoreHos 1A Tuna (G6PC)

R83C, Q347X, 378_379dupTA, R83H, myTtauus deltaF327, G270V,
G188R, 79delC, Q242X

M1-ranrnno3ngos (GLB1)

R59H

HecuHapomHas HacneacTBeHHas noreps cnyxa tmna DENB1 n
DFNB9

35delG (GJB2), 167delT (GJB2), 235delC (GJB2), V37l (GJB2),
Q829X (OTOF), L90P (GJB2)

HecunHgpomHas noteps criyxa tuna DFNB59 (DFNB59)
L244R, 988delG, 726delT, 509_512delCACT, R167X, 113dupT

FemoxpomaTos

C282Y (HFE), H63D (HFE), G320V (HFE2), M172K (TFR2), S65C
(HFE), Y250X (TFR2)

Femorno6uH C (HBB)
lemorno6uH C
remornio6vH E (HBB)

remornobuH E

Oedoununt TMI-KoA-nmassl (HMGCL)
E37X, R41Q, 504_505delCT

romoumctuHypus cblgE tuna (MTRR)
1953-6_1953-2del5, 1726delTTG, 1622 _1623dupTA, R525X, R3W

Knaccuueckasn romounctuHypus (CBS)

G307S, 1278T, T191M, IVS11-2A>C, A155V, C165Y, G151R,
G148R, V168A, P145L, E144K, H232D, E239K, A226T, S217F,
IVS8+1G>A, E176K, G139R, P78R, G85R, P88S, R58W, P49L,
W43X, D47E, L101P, K102N, M126V, E128D, R121C, G116R,
C109R, A114V, T257M, IVS9+1G>T, K384E, 1435T, R379W,
IVS12+1G>A, V371M, D376N, D444N, S466L, L539S, 1622ins4,
1591delTTCG, 1566delG, R491C, R369H, R369C, V320A, R336C
(C>T), E302K, 298fsX329, R266K, P290L, R336C (delCC/insTT),
R336H, V354M, A355P, T353M, S349N, G347S, R266G

CuHpgpom ypnepa (IDUA)
W402X, Q70X, 1814_1815delTT, 1044delCGACAA, 1695del1l

BonesHb Kpabbe (GALC)
R168C, G270D, 1424delA, T513M, A625T

Jedununt nunonpoTtenHmnassbl, HacneacTBeHHbI (LPL)
G188E

BanuHoneiuuHypus

R183P (BCKDHB), E372X (BCKDHB), G278S (BCKDHB), Y438N
(BCKDHA)

HepnocTaTouHOCThL cpefHeLenoyeuHolt auun-KoA-gernaporeHasbl
(ACADM)

K304E, Y42H

MeTtunmanoHosas aungemus

E117X (MUT), R108C (MUT), N219Y (MUT), G717V (MUT), R145X
(MMAA), 503delC (MMAA), R369C (MUT)
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Jeduunt metuneHtetparngpodonarpeaykrassl MTTOP (MTHFR)

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

CepnoBugHo-knetoyHasa aHemust (HBB)

A1298C (E429A), C677T (A222V), T227M, C193Y, P251L,
IVS4+1G>A, L323P, IVS4-2A>G, R183X, R157Q, R52Q, R51P,
R6X, IVS1-1G>T, A116T, 1153M, G149V, N324S, R325C, P572L,
R567X, R535W, K584X, E586K, X657S, R594Q, 1541_1542delAG,
E470X, W339G, M338T, R357C, R377C, S440L, G387D, L333P

Mykonunngos Il (GNPTAB)

3503_3504delTC, R1189X, Q104X, 616_619delACAG, Q845X,
R1205X, 1581delC

Mykonunugos Il

IVS17+6T>G (GNPTAB), 499dupC (GNPTG), K4Q (GNPTAB),
347 _349_delACA (GNPTG)

Mykonunngos IV (MCOLN1)

IVS3-2A>G

MHOXeCTBEHHbIN fedununT kapbokcunas (HLCS)

780delG, L237P, R508W, V550M, G581S, D571N, R665X

CTeponapesncTeHTHbIl HedopoTuueckunii cuHgpom (NPHS?2)

R138Q, 436delA, 1036delC

Bone3Hb HumaHHa-lMnka

Femorno6uH S

HacnencTBeHHbI cchepoumTos

A142T (EPB42), W119X (EPB42), V463! (ANK1), 5703+16C>T
(ANK1), D175Y (EPB42), R310Q (EPB42), IVS6+1G>A (EPB42),
R317C (EPB42)

BonesHb Tail-Cakca (HEXA)

1278insTATC, IVS12+1G>C, IVS9+1G>A, IVS5-1G>T, 613delC,
G269S, R170Q, R178H/L, R170W, IVS2+1G>C, IVS9-1G>T,
V192L, R499H, myTauusa deltaTTC910-912, W329X, R504C,
S210F, C458Y, I1335F

BonesHb Tait-Cakca (ncespogeduumnt) (HEXA)

R247W, R249W

BpoxaeHHas amerakapuoumTapHasa TpomoéouutoneHus (MPL)

R43X, R102P

TuposnHemusa (reH FAH)

P261L, G337S, W262X, Q64H

HegocTaTouHOCTb AIMHHOLENoYeuHol aunn-KoA-agerngporeHassbl
(ACADVL)

myTauusi deltaR608 (reH SMPD1), 11061T (NPC1), E20X (NPC2),
G992W (NPC1), R496L (reH SMPD1), P330SfsX382 (reH SMPD1),
H421Y (reH SMPD1), L302P (reH SMPD1)

PeHunketoHypus (PAH)

R243X, V245A, R158Q, 165T, F39L, L48S, R261Q, E280K, R408W,
R408Q, A403V, IVS10-11G>A, P281L, Y414C

Monvknctos noyek (PKHD1)

P805L, R496X, 1222V, T36M, 12944fs, [2957T, V3471G, Q3392X,
D3230fs, 13177T, R3482C

BonesHb Momne (GAA)

2741AG>CAGG, D645E, G309R
Jedvumt npekannukpenHa (KLKB1)

C529Y, W383X

[MponvoHoBas aungemms

T428! (PCCB), R410W (PCCB), 1218dell4ins12 (PCCB),
1172_1173insT (PCCB), R399Q (PCCA)

Ledununt npotpombmrHa (F2)

R457Q, E352K, R538C, R314C, R263C, D161Y, C181Y, R2W
Rh-null cuHgpom (Rhag)

V270l
MceBgoBuTamMnH-D-gecnumTHbIA paxuT (CYP27B1)

3398dupCCCACCC, IVS3+1G>A, 958delG, R389H
BonesHub Cangxothha (HEXB)

S62L, IVS2+1G>A, 76delA

Leduunt KopoTkouenoyeyHol aunn-KoA-gernaporeHassl (ACADS)

R107C, S353L, W177R, M370V, R380W, I390M, Q365H, A199V,
R139C, T169P, R46W

CuHApom cnabocTn cMHycoBoro y3na (reH SCN5A)

T2201, P1298L, G1408R, R1632H

V283A

BonesHb thoH BunnebpaHga 2 tuna, HopmaHackas (VWF)

R854Q, R816W, T791M, C788R, C788Y, E787K, Y795C, M771V,
R782W, G785E, R763G, P812L, Q1053H, C1060R, E1078K,
D879N, H817Q, C1225G, R816Q, C804F

BonesHb hoH BunnebpaHga 3 tuna (VWF)

R2535X, 4324dupAGTGTGGA, R365X, 1657dupT, W377C,
R373X, Q565X, 1384delG, Y610X, 2269_2270delCT, C1071F,
2157delA, 2016_2019delCTCT, E620X, IVS9-1G>A, Y357X,
276delT, 374dell4, S71X, 191delG, D47H, Q218X, W222X,
R324X, 892dupG, IVS7+1G>A, R273W, 3258_3259insT, L1267X,
R2434X, Q2544X, 7172_7173insT, 7139dupT, C2362F, 7674dupC,
7683delT, C2739Y, C2754W, IVS50+3G>T, C2671Y, IVS45+7C>T,
IVS40-1G>C, C2174G, Q1346X, 4092_4093delAC, R1315C,
V1314F/3940delG, C2804Y, Y1456X, Y1542X, 6182delT, R1853X,
IVS29+10C>T, IVS28+1G>A, 3736_3737dupCC
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OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

noccapui

1 - B pamkax AaHHoro 1ccieaoBaHms 6bl11 NpoaHanM3MpoBaHbl OAHOHYKIEOTAHbIe NoNMopdu3Mbl (OHIT), Tak e HasbiBaeMble
Mapkepamu, B (hyHKLMOHa/IbHO 3HAYMMbIX YYacTKax Ballero reHoma.

2 - Balu reHOTUN — 3TO HYK1EeOTUAHbIN cocTaB uccnegyembix annenei (PyHKUMOHaIbHO 3HauYMMbIX yuacTkoB JHK). HykneoTnaHblin coctas
BaLUMX asnenein aHanM3vpyeTcsl Ha NpeAMeT Movcka B HUX OAHOHYK/IEOTUAHbIX 3aMeH, acCoLMMPOBaHHbIX C 3aboneBaHuem. Beugy Toro,
YTO YenoBeK HacneayeT [Ba BapuaHTa OfHOW annenu (HacnegyeTte ogHy KOMWio OT MaTepu 1 OAHY KOMUIo OT 0TLa) nokasbiBatotcs oba
BapuaHTa (Hanpumep /T, nnam AIT).

3 - COOTHOLLEHVE LIAHCOB, 3TO CTATUCTUYECKAs BEPOSITHOCTb NPOSIBEHNSI 60/1€3HM Y NALMEHTA, UMEIOLLEro ansiesb, acCoLUMPOBaHHYHO
C 3a60/1€BaAHMEM, MO CPABHEHWIO C NALMEHTOM, HE UMEIOLLM TakoByto. CooTHOLLIEHWe 6onee 1 nogpasymeBaeT NoBbiLLUEHHbI pUCK
nposiBNeHus 3a6oneBaHusi. COOTHOLIEeHUe MeHee 1 NoapasyMeBaeT CHDKEHHbIV PUCK NPOsIBNEeHUs 3a601eBaHus.

4 - PacnpoCTPaHeHHOCTb Y 3THUYECKMX TPYNM - 3TO MPOLIEHT Ntofel, Y KOTOpbIX Oblia HaligeHa onpeaeneHHas ainenb B M3yYeHHo
3THWMYECKOi rpynne HaceneHns (eBponeongHasl, asuarckas, adprkaHckas, naTuHoamepukaHckas).

5 - MofTBepXAeHHbIE MapKePbI SBAIOTCA U3BECTHLIMW TEHETUUYECKMM MapKepaMmii C MakCUMasibHbIM NoKasaTesieM AUarHOCTUUECKo n/
WY NPEANKTMBHONM 3HAUMMOCTK, B TO BpeMs kak OTHOCUTE/IbHbIE MapKepbl ABNSIOTCS NOMMOPIM3MaMU, BbISIBNIEHHLIMW B pe3y/bTare
HECKO/bKUX NOC/IEAHNX TEHETUYECKNX UCCNef0BaHWI, HO He COOTBETCTBYIOLLME CTaHAAPTaM CTaTUCTUYECKOW JOCTOBEPHOCTMY.

6 - PubMed — 370 oHNaliH pecypc, HaunoHanbHol MeamumHekoin 6uénmotekn CLUA, koTopblli cofepxuT 6onee 19 MUIIMOHOB CCbINOK
Ha cTaTbM 1 Hay4Hble uccnegoBaHus. VigeHtudukarop Pubmed npumensietcs, 4To6bl ONpeaenuTh Kaxayro cTaTbio. Ero MoXHO HailTn Ha
cante http://www.ncbi.nlm.nih.gov/pubmed
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XXypHan nsmeHeHui

OTuyeT BbINonHeH ans: 5010199999999001 Acc #: BO000324

Bo3MOXHbI Tpy BapmaHta N3MEHEHUI oTyeTa. VX onmucaHue npmeegeHo HWXxe, ¢ ykasaHnem Bcex BHECEHHbIX N3MEHEHWIA.

KoppekTupoBka

OTueT cHabxaeTcss KOMMeHTapueM “KoppeKkTMpoBka”, eciv umenach owmbka B
reHeTUYECKMX AaHHbIX, MO0 B aNropUTMax MHTEpNpeTaLum reHeTM4eckon nHopmMamm,
NOB/NABLUNX Ha pe3y/ibTar aHannsa naumeHTa B npeablayliem otyete. Nocne BHeceHuA
1cnpaBneHni, Mbl CHAbAUM MX KOMMEHTapeM 1 4aTOl B pasgene pesioMe U Ha
CTpaHMuax AeTasibHbIX ONMCaHWiA, a Takke ONoBECTUM 06 M3MEHEHUM Nlevallero Bpaya
no TenedoHy WA 3/1EKTPOHHOM noyTe. OnucaHve N3MEHEHWI ByAeT NpeACcTaBNEeHO B
lMpunoxeHuu, ¢ ykasaHnem Aatbl BHECEHUSA.

OGHOBJIEHO

OT4eT cHabxaeTcs KommeHTapmeM “OB6HOB/IEHNE”, eC/IN Mbl BHOCKM CYLLLECTBEHHbIE
N3MEHEHWS B OnmMcaTe/lbHyH YacTb OAHOMO U3 HalUUX OTYETOB, HeobxoAVMble AN
Y/YULWEHNA JOCTYMHOCTY WX TOYHOCTU MHpopmaLumn. HekoTopble 06HOB/EHUS, Takne
Kak rpammMaTtumyeckue nonpasku UK NCMpaBieHns oneyvaTok, MoryT Npon3BoOANTLCS

6e3 cCHabXeHMA KOMMEHTapUeB, U Mbl He ByeM OTNPaBAATb COOOLLEHNSA O KaX40M
06HOBNEeHUN. OnncaHne 06HOBNEHMA ByaeT NnpeacTaBneHo B MpuaoXeHun, ¢ ykazaHuem
[aTbl BHECEHWS.

JononHeHune

OTyYeT cHabXxaeTcs KOMMeHTapmeM “[onosiHeHne”, ecsiv Mbl BHOCM CYLLECTBEHHbIE
[0MNOMHEHNA B ONMcaTe/IbHYI0 YacTb O4HOMO M3 HallMX OTYETOB. [locne BHeceHns
1cnpaBneHni, Mbl CHaAbAUM MX KOMMEHTapUeM 1 4aTOW B pasdene pesioMe U Ha
CTpaHMuax AeTasibHbIX ONMCaHWiA. Mbl MOXEM YAaNNTb KOMMEHTapun Yepes 6 MecsLeB
nocne BHeceHusi. OnmucaHne N3MeHeHuii byaeT npeacTaBneHo B MpunoxeHun, c
yKa3aHvem [atbl BHECEHUSA.
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