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Hacrosiass WHCTpyKUMsT 1O NPUMEHEHUIO (Jajgee - HWHCTPYKIIUSA)
pa3paborana c 1enpl0 co3naHus A(PGEeKTUBHOTO METOoJa TECTUPOBAHUS Ha
HOCUTEJIBCTBO JICJIEIMNA U AyIUIMKanuil 3k30H0B reHa DMD, koTopseiii Mmoxer
ObITh HCMOJIb30BAaH B  KOMIUIEKCE MEIUIIMHCKUX  MEpPONPUATHH s
JUarHOCTUKM W MEJUIIMHCKONM MOpOPUIAKTUKA MBIIIEYHOH JucTpodun
romenna-bekepa (mmpp MKB-10 G71.0).

ObJsacTh NpUMEHEHHU S

WNHcTpykuius mipeaHa3HaueHa s Bpaded J1abopaTopHOM JUAarHOCTHKH,
BpAauE€U-T€HETUKOB, BpayeH-IIeAUaTpOB U Bpau€-HEBPOJIOTOB.

IToka3zaHus K IPUMEHEHHIO!

Knunnueckne  NpHU3HAKKM ~ HACJIEACTBEHHOTO  HEPBHO-MBIIICYHOTO
3a00JIeBaHUA.

Hanmnune B ceMbe manueHTa ¢ NOATBEPKIACHHBIM THAarHO30M MBIIICYHOU
nuctpoduu Jromenna-bekepa

[IpenatanbHasi TMAarHOCTUKAa B CEMbSX C BBICOKUM PHUCKOM POKICHUSA
Majb4MKa ¢ MbIIedHon quctpodueit romenna-bekepa.

IIporuBONOKa3aHUA K NPHUMEHEHHUIO. NPOBEICHUE TECTUPOBAHUS HE
MMOKA3aHO JIMIAM TMPU OTCYTCTBHUM NPU3HAKOB HACIEACTBEHHOIO HEPBHO-
MBIIIIEYHOTO 3a00JIeBaHU Y TTAIIMEHTA UIIN YJIECHOB €r0 CEMbH.

Ilepeyenb HEOOXOAUMBIX METULIMHCKUX H3IEJIHM.

MemunuHckue wm3nenus  HeoOxoaumble s BeiaeaeHus  JIHK;
NPOBEJCHUSI  MYJBTUIUIEKCHOM  aMIUIM(UKAIUU  JIMTUPOBAHHBIX  30HJIOB
(MLPA); ananu3a 1 TOKyMEHTAIMH ITOJTYYSHHBIX Pe3yJIbTaTOB.

MarepuaJ st HcCaeJ0BAHUS

buonmornueckum Marepuanom s ucciegoBanus sBisiercs  JIHK,
BBIJICJICHHAS U3 JICMKOIMTOB nepudepuyeckoid KpoBu, GpudbpodacToB, BOPCUH

XOpHOHAa, KYJIbTUBUPYCMbIX dAMHUOIIUTOB, APYTUX TKaHeH JeJoBeKa.



Jdranbl TECTUPOBAHUS HA HOCUTEJIbCTBO MbIIIEYHOH JUCTPOdUHU
Tromenna-bekepa.

NudopManimoHHbIl 3Tan — moJydeHue WHGOOPMUPOBAHHOTO COTJIACHUS
MAIMEHTA B JBYX SK3EMILIAPAX COTJIACHO MPUIIOKEHHUIO.

Ortan TectupoBanus - BwiaeneHue JHK, omnpenenenue nenenuii wu
OYIUIMKAKUK 3K30HOB reHa DMD.

AJNTOpPUTM TECTUPOBAHUS HA HOCHUTEIBCTBO JACIECHUNA M IyIUIMKAUA
9K30HOB TreHa DMD, mnpuBOIAImIMX K Pa3BUTHUIO MBIIIEYHOW AUCTPO(UM
JromenHa-bekepa, npeacTaBieH Ha pUCYHKE.

Boigeaenue JHK.

Boigenenne JJHK w3 nelikonuToB  mepudepuyueckol  KpOBH,
¢bubpoOIacTOB, BOPCHMH XOpPHUOHA, KYJIbTUBHPYEMBIX aMHHUOIIUTOB, JPYTHUX
TKaHEW YE€JI0BEKa MPOBOAUTCA MO CTAHIAPTHBIM METOAAM.

OnpeneseHue aejienni 4 1yIJIMKAUi 3K30H0B rena DMD.

MoneKynsipHO-TEHETUYECKOE TECTUPOBAHME HOCUTENIBCTBA JACICUUN U
OyTUTMKAIMK 9Kk30HOB reHa DMD npoBoauTCs AMAarHOCTUYECKUMU HabopaMmu
MLPA P034DMD u P035DMD.

[IpoBenenue peakunu MLPA.

Henarypanus JIHK:

B MPOOUPKHU BHECTH MO 5 MKJ pacTBopa, comepxariero 50-100 ur JHK
(10-20 ar/mkn);

IpOOHPKH TIOMECTHTh B aMIUTM(PUKATOP U TMPOBECTH TMEPBUYHYIO
JeHATypaluio 00pa3oB 5 MuH. mpu 98 °C, 3atem oxumaguts 10 25 °C.

['ubpuan3aoHHas peaKius:

MPUTOTOBUTh THOPUIMU3AIMOHHYIO cMech: cmemarb 1,5 mxin MLPA-
oypepa u 1,5 Mxa cmecu MLPA-30HIOB I KaKJIOTO aHAJIMU3UPYEMOTO

oopasna JIHK;



n00aBuUTh 3 MKJI TUOPUAM3ALMOHHOM CMECH B KaXIyl0 MPOOHPKY,
COJZCPIKAILY IO oOpa3ery JICHATYPHUPOBAHHOM JIHK. [Tepememath
MUTIETUPOBAHUEM.

TIpoXO/DKHTH IPOrpaMMy aMIUTHbukaTopa: nHKyOamust 1 mus. mpu 95°C,
3ateM uHKyOarus 16-20 gac mpu 60°C.

Jlurasuas peakuus:

MPUTOTOBUTH JIMTA3HYIO CMeCh: 3 MKJ jurazHoro Oydepa A, 3 MK
aurazsHoro oydepa B, 1 mxi Jlurazei-65 u 25 mxn ddH,0 mist kaxxgoro oOpasia;

oXJ1aauTh 00pasiusl 10 54 °C;

n00aBUTh 32 MKJ JIMTA3HOM CMECU B KaXAYH MPOOUPKY M aKKypaTHO
nepeMeniaTh MUIMEeTUPOBAHUEM.

[Iponomxuts mporpamMmy: UHKyOamus 15 mMuH. ipu 54 °C, sarem 5 MuH.
mpu 98 °C.

[T1{P-peakuus:

npurotoButh III[P-cmech: 2 mkn IILP-mpaiimepos, 0,5 mkn SALSA
nonumepassl u 7,5 mxit ddH 0 nis kaxaoro odpasia;

OXJIATUTHh OOpasIbl JI0 20°C, mo6Gasuth 10 MK ITI{P-cmecu B Kaxayro
POOUPKY M aKKypaTHO TIepeMeIIaTh MUMETHPOBAHUEM.

IIponomKHTh IporpaMmy ammmadukaropa: 35 mukaos: 30 cex. mpu 95°C,
30 cex mpu 60°C, 1 mun. npu 72°C, nanee koHeuHas >monrarus 20 MUH. IpU
72°C.

OO0s3aTenbHBIM ~ YCJIOBHEM TPU  TMPOBEICHUM PEAKIUU  SBISICTCS
UCIIOJIb30BAaHUE HE MEHEE TPEX IMOJOXKUTEIbHBIX KOHTPOJIBHBIX OOpa3loB, B
Ka4ecTBE KOTOPhIX MOXKHO wucnoyib3oBarh JIHK kinuHMYecku 310poBOTO
JIOHOpA.

Hwxe npuBenena o0001mEénHas mporpaMmma TepMoIuKIiiepa, Heooxoaumas
IU1d mpoBeAeHus peakiuu MLPA.

Henarypauus JJHK: 1) 98° C — 5 munyr; 2) 25° C — nay3a.



I'ubpumusanronnas peakiys: 3) 95° C - 1 munyTa; 4) 60° C - may3a.

JIurasznas peaxuus: 5) 54° C - naysa; 6) 54° C - 15 munyt; 7) 98°C - 5
muHyT; 8) 20° C - naysa.

[TLP-peakuus: 9) 35 uuknos: 95° C — 30 cexynx; 60° C — 30 cexynn; 72°
C — 60 cexyng; 10) 72°C - 20 munyt; 11) 4° C — xpanenue.

O®parmenTHbld aHanu3 MLPA-iponyKToB Ha FEHETHYECKOM aHAIU3AaTOpE
ABI3500:

OPUTrOTOBUTH OOpa3lbl IJs HaHECEHUs Ha Kanuwuiap, cMmeman 1,0 MK
MLPA-tipoaykToB, 0,5 MKJI MEUEHBIX CTaHJIAPTOB MOJIEKYJSIPHBIX BECOB U 8,5
Mk popmamuaa (HiDi1);

IPOMHKYOUPOBAThH MONYYEHHYIO cMech 5 MuayT mpu 95° C; M OXJIaauTh
1o 4 °C;

MOMECTUTh CMECh B aHaJIMU3aTOp. OJEKTpoPope3 MNPOBOAUTCA MpU
CIICAYIOIIMX MapaMeTpax: JJIMHA Kanwuispa 55 cM, BoabTax uHbekimu 1,6 KV,
BpeMs uHbekuuu 15 cexynn, nonumep POP-7, Bonbrax snexkrpodopesa 10 kB,
BpeMs AiekTpodopesa 55 MUHYT.

AHau3 TaHHBIX.

[IpenBaputenbHas o00paboTKa JaHHBIX BBIMOJHSAETCS C IOMOIIBIO
CTaHIaPTHOTO TIAKe€Ta KOMIIBIOTEPHBIX TMPOTpaMM ISl TEHETHYECKOTO
aHanm3aropa. [loBoauTcsi BuU3yanbHas OIEHKAa KauecTBAa MUKOB: MX HaIU4YHE,
IEKTpOodOpeTHdecKass TMOJBUKHOCTh, HWHTCHCHMBHOCTh CHTHaja, HaJIU4He
HECHeIM(PUUHBIX CUTHAJIOB.

AHanu3 JaHHBIX MPOBOJUTCS C MOMOIIBIO MPOTPAMMHOTO OOecreyeHMs,
npeaHazHayeHHoro s 00padoTku pe3yiabraroB MLPA tuma Coffalyser.Net
WJIM aHAJIOTUYHOTO.

KonnyecTBeHHOE COOTHOIIEHUE BEIIMYMH HCCIETYEMBIX U KOHTPOJIbHBIX

dbparmenToB 0,4-0,6 - TeTEpO3UTOTHBIN HOCUTEIb ASICIIMN SK30HOB rera DMD.



KonruecTBeHHOE COOTHOIIEHUE BEJTWYHUH MCCIEAYEMBIX U KOHTPOJIBHBIX
dbparmenToB 1,4-1,6 - reTepo3UTrOTHBII HOCHUTENIh AYIUIMKAIIMK 3K30HOB T'eHA
DMD.

KonnuecTBeHHOE COOTHONIEHUE BEIUYUH UCCIEAYEMbIX U KOHTPOJIbHBIX
¢parmentoB 0,9-1,1 - HOCUTENLCTBO JACNICHUU WIW NYIUIMKAIUA K30HOB I'€Ha

DMD wuckiroueHo.

IlepeyeHb BO3MOKHBIX OCJOKHEHUI WM OIMOOK NMPHU BBHINOJIHEHUHN

JHATHOCTUKH HACJIEICTBEHHBIX 3200/ IeBaHUN M IIYTH UX YCTPAHECHUSA

OmnOKu, CBSA3aHHbIC C HapYIIEHUEM IpaBuil 3a00pa, TPaHCIIOPTUPOBKH,
XpaHeHuss OMOJIOTMYECKOr0 Marepuajia U  BBINOJHEHUS JIa0OPaTOPHBIX
ucciaenoBanuii. s mpeaynpexacHus OMMOOK 3TOM TPYMHIbl HEOOXOIUMO
TIIATEIBHO COOIONATh TpaBujia pabOThl C OMOJOTHYECKUM MaTEpPHAIOM U
WHCTPYKIIUU TI0 TIPOBECHUIO JIAOOPATOPHBIX UCCIICIOBAHUM.

OmuOKM MpU BBHINOJHEHUHU COOCTBEHHO JIaDOPATOPHBIX HMCCIIEIOBAHUM,
CBSI3aHHBIC C HECOOJIOJICHUEM MPOTOKOJIOB HCCIAEIOBAHUM, HCIOJIb30BAHUEM
pEeareHTOB, yTPATUBIINX AKTUBHOCTH, 3arPsI3HCHUEM HCCIEAYEMBIX 00pa3lioB
MPOIYKTaMH peakiuid u ap. s npeaynpexaeHns Takux omn0oK HE00X0 MO
coOJIroaTh TPOTOKOJIBI UCCIEIOBAHHM, KOHTPOJHUPOBATH CPOK TOIHOCTU
peareHTOB, UCIOJb30BaTh KOHTPOJIbHBIE MAaTEPUAIIBI K OOPA3IIhI.

OmuOKku, CBsA3aHHBIC C HEMPABUIBHOW HMHTEPIpPETAlMed IMOJyYEHHBIX
pe3yabTatoB. s mpenynpexiaeHusi OIMOOK B MHTEPIPETALNU PE3YyJIbTAaTOB
7a00paTOPHBIX  HMCCICOBAHUNA HEOOXOAWMO OOy4YeHHE U  IOBBIIIICHUE

KBaJ'II/I(bI/IKaI_II/II/I CIICHHUAJIMCTOB.



Koncynpranus BpadoM-renetu

KOM, HEBPOJIOTOM, ITEAUATPOM

A

A

Hanuuue B cembe O0JIBHOTO Majb4MKa C MOATBEPKASHHBIM TUAarHO30M
«MmbItnedHast quctpodust Jromenna-bekepay

A

A

MonekyJIspHO-TeHETHYECKOe 00CIe0BaHNE MaTepH poOaHIa.

VceraHoBIIEHHE HOCUTENBCTBA AeIEUU/ Iy TITHKanu 5K30H0B reHa DMD.

v

HocurenbcTBo neneunu/ iy mimKanuu
93k30HOB reHa DMD He BbIsIBIICHO

A

Hanpreiimee nposeaenue JJHK-
JUarHOCTHUKH HE MTOKa3aHO

v

A

HocurenbcTBo nenenun/ iy uiMKaid 9K30HOB reHa
DMD BbIsiBII€HO

JHAarHoCTHUKa

Ipenaransnas JJHK-

YcTaHOBICHHE HOCUTEIIBCTBA SICHUN/ Iy IUTHKALIUH
3k30HOB reHa DMD y KpOBHBIX pOJACTBEHHUKOB
rnpobaH/a M0 MaTePUHCKOMN JTMHUU

A

HocurenbctBo Z[CJ'ICLII/II/I/ﬂyHJ'II/IKaL[I/II/I
HC BBISIBJICHO

HocwurenbcTBO ,ZIBIICLII/II/I/,I[yHJII/IKaHI/II/I
BBIABJICHO

v

IIpenatanpnas JJHK-
JIMaTHOCTHKA

PI/ICYHOK - AHFOpI/ITM TCCTUPOBAHUA HAa HOCUTCIILCTBO ACIICTIUN WIN AYIUIMKAIIMHA 3K30HOB I'CHA DMD




[IpunoxxeHne K HHCTPYKIUU

Ha3Banue yupexaeHus

HNudopmupoBannoe coriacue Ha npoeaenue JJHK-qmarnocrukn
Mblle4YHoi gucTpoduu domenna-bekepa

(DaMI/IJ'II/IH, nMs, OT4YCCTBO IIaTa POXIACHUA

KonTakTHbIil aapec

KonrtakTHsIit Tenedon

buosiornueckuii Marepuai

S npoundopmuposaH (a), 4to:

1. MOJIyYeHHBIM Marepuan Oyzaer wucnonb3oBaH s npoeaeHus JHK-nmarnoctuku
MbleyHoi auctpodun dromenHa-bekepa,

2. cyuiectByeT BeposaTHOcTh paspymeHus JJHK (ecrecTBeHHBI mporecc), YTO MOKET
noTpe0oBaTh MOBTOPHOTO B3ATUS OMOJIOTMYECKOTO MaTepuaa Jjsl UCCIeJOBaHNUS;

3. CYIIECTBYET OCTATOUYHBII PUCK HOCUTEILCTBA 3a00JI€BAHUS;

4. no pesynbrataM JIHK-nuarnoctuku mMoxer ObITh HEOOXOIMMa KOHCYJIbTAIMS Bpaya-
TE€HETHKa,

S. MOry oOTka3zarbcsi oT nposeaeHus JIHK-guarHocTMKM WM O3HAKOMIIEHHS C

pe3ynbratamMu 0e3 0O0BbsSCHEHUs MpUUMHBL. B ciiyuae Moero orka3za 3TO HHKaK He
OTpa3UTCs HA MEIMLIMHCKOM MOMOIIU, KOTOPYIO 51 OY/y MOJIydaTh B AabHEHIIIEM.

S cornaceH (a) ¢ Tem, 4To:
pesynbrarel JIHK-nmuarnoctuku MoryT ObITh MCHOJIB30BAHBI Ul HAYYHBIX MCCIEAOBAHUN U
MOTYT BONTH B OOLIYI0 MEIUKO-TEHETHYECKYIO JOKYMEHTAIUIO, IPU YCJIOBUH, YTO 3TO HE
MIPUBEJET K PACKPBITHIO OXPAHAEMON 3aKOHOM TalHBI.

JlaTa

IToamuce




O6opoTHast cTopoHa
Mbieynas qucrpodus {romeHna-bexepa

Mpeimeunast auctpodus HromenHa-bekepa — HacnencTBEHHOE 3a00JIeBaHNE, CBA3aHHOE C
HapylieHneM oOpa3zoBaHusi Oenka guctpoduHa. Hapymenue oOpa3oBaHus gucTpoduHa
IIPUBOJIUT K HApacTalOUIEMy PAa3pyLICHUIO MBIIIL, YTO CONPOBOXKIAETCS PA3BUTHEM CEPIECYHON
HEZ0CTaTOYHOCTH U HEBO3MOXHOCTBIO CAMOCTOSTENBHO IIEPEBUTATHCS.

[Tpuunsoii  mblmeyHoit auctpoduu JlromeHHa-bekepa SIBISIOTCS — MOBPEXKICHHS
(myranun) rera DMD. B GonpmmmacTBe citydaeB (65-75%) Takoe MOBpEKICHUE 3aKITIOYACTCS B
OTCYTCTBHH (JI€TICIINH) WM YABOCHUH (IYIUIMKAIMK) KPYIMHBIX y4acTka (3k30Ha) rena DMD. ¥V
YacTH MalueHToB (25-35%) BBIABIAIOT APYrUe MOBPEXKIECHHUS 3TOr0 I'eHa - TOUKOBBIE MYTAllUU.

JKeHmuHbl, Kak MpaBuilo, He 00JICI0T MbIeYHOH nuctpodueit Jromenna-bekepa. Tem He
MEHee, MyTalus MOXeT ObIThb npernaHa peOeHKy. Eciu MmoBpexIeHHBIH T'eH yHacieqyeT
MaJlbUuK, TO Yy HEro pas3oBbeTcs 3a0ojeBaHue. Eciau jkeHIIMHA SIBISIETCS HOCUTEIbHULEH
MbllieyHoi guctpodun romeHHa-bekepa, TO BepOATHOCTh TOro, 4YTO €€ ChIH YHACIEdyeT
mytanuto rera DMD u Oyzner 6osen Mbimeynoi auctpodueii Jlromenna-bekepa, cocrapinser
50% mnpu kaxxaoi 6epeMeHHOCTH MallbuuKoM. [Ipu GepeMeHHOCTH 1€BOYKOM BEPOSATHOCTD TOTO,
YTO J0Yb yHacjaenyer myranuio reHa DMD, u Oyzaer HocutenbHuUIEH MBIIIEUHON nucTpodueit
Hromenna-bekepa, Taxke cocranisger 50% npu kaxaoi 0epeMeHHOCTH JE€BOYKOM.

BrisBienne HocurenbcTBa MyTanuu reHa DMD u nimaHMpoBaHUE CEMBU C YyYETOM PUCKA
poxxaeHus: OONbHOrO pebOeHKa - eIWHCTBEHHBIM A(Q(EeKTUBHBIH CcHocod MpoUIaKTUKU
MblleqHou auctpodun romenna-bekepa.

OcCTaTouyHBIl PUCK - 3TO BEPOATHOCTh POXKACHUS MajbuMKa C MBIIIEUYHOU AHCTpoduei
[romenHa-bekepa, naxe eciau npu uccienoBaHuu reHa DMD npu3HakoB HOCUTEIBCTBA
3a0oneBanus He oOHapykeHo. CylIecTBOBaHHWE OCTATOYHOTO PHCKAa OOYCIOBJIEHO TEM, YTO B
30% cnyuyaeB pa3BuTHE MBIImIeUYHON maucTtpoduu [lromenna-bekepa o0ycrmoBieHO MyTaruen
BO3HHKIIEH d€ NOVO (He yHacJIeJOBaHHOM OT MaTepu).

HocurenbctBo Myrtanuu rera DMD npuBozsiiieil K pa3BUTHIO MBIIICYHOM AUCTPOGUU
Miomenna-bekepa He yrposkaeT 310pOBbIO HOCHUTENS, HE SBISETCS IMOBOJOM JJsi €ro
muckpumuHanuu. Pesynbratel JIHK-gmarnoctuku crporo koHuIeHIHMATbHBI U MOTYT OBITH
nepeaaHsl TOJIBKO 00cIelyeMOMY JIUILY JINYHO.

[lpy mnIaHUPOBAHUU JETOPOXKIACHHUA IS ONpEACTICHHUS PUCKA POXKACHUS pedeHka
OospHOTO MBIIEYHOW aucTpodueit JlromeHHa-bekepa HeoOXoauMa KOHCYJIbTallds Bpada-

T'CHCTHUKA.



