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Hacrosimas uHCTpYyKIMS 1O TIPUMEHEHUI0 (Jajiee — WHCTPYKIHS) pa3paboTaHa C
1eJapl0 co3/lanus d(PGEeKTUBHOIO METOJa TECTUPOBAHUS HA HOCUTEIIBCTBO JEJCIUi U
OYTUIMKAIMK 9K30HOB reHa DMD, KoTopblii MOXKET OBITh HCIIOJIB30BaH B KOMILIEKCE
MEIUIMHCKUX MEPOINPUITHH I JUAarHOCTUKH M MEIUIIMHCKOW MPO(PUIaKTUKU
MbIeyHoi auctpodun dromenna—bekepa (mudp MKB-10 G71.0).

NHcTpykiust mpenHa3HaueHa sl Bpaued J1abopaTOpHOM JMArHOCTHKU, Bpadei-
T€HETUKOB, Bpauel-NeAUaTPOB U Bpayei-HEBPOJIOTOB.

HEPEYEHb HEOBXOAUMOI'O OBOPYJAOBAHUSA, PEAKTHUBOB,
CPEJICTB, U3JEJINI MEIUIIMHCKON TEXHUKH

MenuuuHckue uzgenus, Heooxomumele ans Bbiaenenus JHK; MynbTUIUIEKCHOM
aMITUUKAIIN TUTHPOBAaHHBIX 30HA0B (MLPA); ananu3a u JOKyMEHTAIMH MTOTYYEHHBIX
pPE3yJIbTaTOB.

IHOKA3AHUA K IPUMEHEHHAIO

1. Knuaudeckue mpu3HaKy HACJIeICTBEHHOTO HEPBHO-MBIIIEYHOTO 3a00JICBAHMUS.

2. Hanuune B cemMbe NalUEHTa C TOJATBEPXKIACHHBIM JIMarHO30M MBIIIEYHON
muctpodun [romenna—bekepa.

3. [IpenaTtanbHas AMArHOCTUKA B CEMBSAX C BHICOKUM PUCKOM POKJEHUS MAJIbUUKa C
MbIlieuHou auctpodueit Jromenna—bekepa.

HPOTUBONOKA3AHUA /151 TIPUMEHEHUSA
[IpoBeneHne TECTUPOBAaHUS HE IOKA3aHO JIMIAM IIPU OTCYTCTBUHM TPHU3HAKOB
HACJIEJICTBEHHOIO HEPBHO-MBIIIIEYHOTO 3a00J1€BaHuUs y MALIMEHTA WM YWICHOB €r0 CEMbH.

OIIMCAHUE TEXHOJIOI'NN UCITOJIB3OBAHUA METOJA

Hccaenyemblit MaTepualt

buonornueckum marepuanom mis ucciaenoBanus siisiercs JJHK, Boiienennas us
JIEUKOIMTOB Tiepudepruueckoir KpoBu, pruOpPoOIACTOB, BOPCUH XOPHUOHA, KYJIBTUBUPYEMBIX
AMHHUOLMTOB, IPYTUX TKAHEH YEJIOBEKA.

JTanbl TECTUPOBAHMS HA HOCHTEJIbCTBO MbIleYHOU AucTtpodumn /lromenHa—
bekepa

NudopmarimonHslii 3Tan — MoJiydeHre HHPOPMUPOBAHHOTO COTJIACHs TAIlMeHTa B
JIBYX AK3E€MIUISIPax COrJIACHO MPUIIOKEHHUIO.

Otan tectupoBanusa — Bblaenenue JHK, onmpenenenne nemenmii u ayrmmkanui
AK30HOB reHa DMD.

AJITOPUTM TECTHUPOBAHUSI HA HOCUTEJILCTBO JAEIEUUNA M IYIUIMKALMK 3K30HOB IeHa
DMD, npuBojsfmux K pa3BUTUIO MbleyHoM  guctpodun  JlromenHa—bekepa,
MPEJICTABIICH HA PUCYHKE.

Boigenenune JHK

Breinenenne JIHK u3 neiikornuToB nepudepudecko KpoBu, GuOPoO6IacTOB, BOPCHUH
XOpPUOHA, KYJIbTUBUPYEMBIX AMHHUOLMTOB, APYTHMX TKAHEW 4YEJIOBEKA MPOBOJIUTCS IO
CTaHIAPTHBIM METOJIAM.



Omnpenenenue gejenui U JynJnMKauuii 3k30H08 rena DMD

MonekynsipHO-T€HETUYECKOE TECTUPOBAHUE HOCUTEIIBCTBA JACIICIUI U TYIUITUKAIIUI
9k30HOB reHa DMD mnpoBoautcs auarHoctudyeckumu Habopamu MLPA P034DMD u
PO35DMD.

IIpoBenenue peakunu MLPA

Henatypanus JTHK:

- B MPOOUPKU BHECTH IO 5 MKI pacTBopa, cojaepxkamiero 50-100 ar JTHK (10—
20 Hr/™MKN);

- MPOOUPKH TOMECTUTH B aMIUTU(GUKATOP W TMPOBECTH TEPBUYHYIO JCHATYPAIUIO
00pa3noB 5 muH npu 98°C, 3aTtem oxynaauts a0 25°C.

I'mOpuan3anuoHHAas peakuus

- IPUTOTOBUTh THOPUIAM3AIMOHHYIO cMech: cMmemaTh 1,5 mxn MLPA-Oydepa u
1,5 Mk cmecu MLPA-30H70B 117151 Kaxkaoro aHanusupyemoro oopasna JHK;

- 100aBUTh 3 MKJ THOPUIN3AMOHHON CMECH B KaXIYI0 MPOOUPKY, COJEpKAIIyIO
obpazen aeHarypupoBanHoit JITHK. [lepemernrats nmuneTupoBaHuem.

[Iponomkute mporpammy amiuindukatopa: uHkyOamus 1 mMun npu 95°C, 3aTem
uHkyOanusa 1620 g pu 60°C.

JIlurasnasi peakuus

- IPUTOTOBUTD JIMTA3HYIO CMECh: 3 MKJ JurazHoro o0ydepa A, 3 MKJI JIMTA3HOTO
oydepa B, 1 mki Jlurazei-65 u 25 mxin ddH,0 pis kaxmoro oopasia;

- 0XJ1aauTh 00pasisl 10 54°C;

- 100aBUTh 32 MKJI TUTa3HOM CMECHU B KKy TPOOUPKY M aKKypaTHO MEpeMEIIaTh
MUATIETUPOBAHUEM.

[Tponomxutk nporpammy: uHKyOarus 15 mun npu 54°C, 3atem 5 mus npu 98°C.

IMosnmepasnas nennas peaxkuus (ITLP)

- npurotoBuTh II1{P-cmech: 2 Mk IIL[P-nipaiimepos, 0,5 mxir SALSA nosmmepaszbl
u 7,5 mxa ddH,0 mist kaxxkmoro oopasia;

- oxJytaauTh 06pasipl 70 20°C, nobaButk 10 Mk [TIP-cmecu B kaxkayro mpoOupKy u
AKKypaTHO MepeMeNIaTh MTUIETUPOBAHUEM.

[Tponomkutes mporpammy amrumdukaropa: 35 mukios: 30 ¢ npu 95°C, 30 ¢ mpu
60°C, 1 mun nipu 72°C, nanee konewyHas snonramnus 20 mus npu 72°C.

OO0s13aTenbHBIM YCIOBUEM TIPHU MPOBEICHUM PEAKIIUU SBIISIETCS] MCIIOJIb30BAHUE HE
MEHEE TPEX IMOJIOKUTEIBHBIX KOHTPOJIBHBIX 00pa3IOB, B KAYECTBE KOTOPHIX MOYKHO B3SITh
JIHK knuHu4Yecku 310pOBOTO JIOHOPA.

Hwxe mnpuBeneHa o0oOIIeHHAs MporpaMma TepMoOIMKIepa, HeoOxoaumas st
npoBeaeHus peakuuu MLPA:

- nenarypauus JHK: 1) 98°C — 5 mun; 2) 25°C — naysa;

- rubpuam3anuonnas peakius: 3) 95°C — 1 mun; 4) 60°C — nay3a;

- nurasHas peakuus: 5) 54°C — mnaysa; 6) 54°C — 15 mun; 7) 98°C — 5 Mum;
8) 20°C — mays3a;

- ITILP-peakums: 9) 35 mumkios: 95°C — 30 ¢; 60°C — 30 c; 72°C — 60 c;
10) 72°C — 20 mun; 11) 4°C — xpaneHnue.



®parmenTHbiii aHaau3 MLPA-npoaykTOB Ha reHeTHYeCKOM aHaJIM3aTope
ABI13500

- IPUTOTOBUTH OOpa3lbl Uisi HaHeCceHUs Ha Kamwuisip, cmeman 1,0 mxn MLPA-
npoaykToB, 0,5 MKJI MEUEHBIX CTaHAAPTOB MOJIEKYJSPHBIX BECOB U 8,5 MKiI dopmMamuaa
(HiD1);

- IPOUHKYOUPOBATH MOJIy9EeHHYIO cMech 5 MUHYT 1pu 95°C; oxmaauts 10 4°C;

- IOMECTUTh CMECh B aHAIM3aTOp. DNEKTpodope3 MPOBOAUTCA MPHU CIETYIOUTUX
napameTpax: JJIuHa Kanwusipa 55 M, BOIbTaxX MHbeKIUU 1,6 kB, BpeMs unbekuuu 15 c,
nosmmep POP-7, BonbTaxk anextpodopesa 10 kB, Bpems anexkrpodopesa 55 MuH.

AHAJIN3 JaHHBIX

[IpenBapurenbHas 0OpabOTKAa MaHHBIX BBIMOJHAETCA C MOMOIIBIO CTaHJIAPTHOTO
[TAKeTa KOMIIBIOTEPHBIX IPOTPaMM Uil TEHETHYECKOro aHanusaropa. lIpoBomurcs
BHU3yaJibHAs OLIEHKA KayecTBa MHUKOB: UX HAJIMYHUE, JIEKTpOo(opeTHiecKas MoABUKHOCTD,
MHTEHCUBHOCTb CUTHAJIA, HAJTMYKME HECTICIIM(PUIHBIX CUTHAJIOB.

AHanu3 JaHHBIX MPOBOAMUTCS C TOMOIIBIO MPOrPAaMMHOTO  OOecreyeHus,
npeaHa3HaueHHOro Juis oOpabotku pesynbtatoB MLPA tuma Coffalyser. Net wum
AHAJIOTUYHOTO.

KosrnuecTBEeHHOE  COOTHONIEHWE BEJIMYHMH HCCIENIYEMBIX M KOHTPOJBHBIX
¢bparmenToB 0,4—0,6 — reTepo3UrOTHBIN HOCUTENH JIeNEIUU YK30HOB reHa DMD.

KosmrnuecTBEeHHOE  COOTHONIEHWE BEJIMYHWH  HCCIEIYEMBIX M KOHTPOJBHBIX
¢dbparmerToB 1,4—1,6 — reTepO3UroTHBIA HOCUTEND TYTUTHKAITN SK30HOB reHa DMD.

KosmruecTBEHHOE  COOTHOLIEHWE BEIMYHMH  HCCIEAYEMBIX M KOHTPOJIBHBIX
¢parmentoB 0,9-1,1 — HOCUTENHCTBO JENECUMM WIM AYIUIMKAUK 3K30HOB reHa DMD
HCKJIFOYEHO.

NEPEYEHb BO3MOXXHbBIX OCJIO)KHEHUW WJIW OIIMBOK IIPU
BBIIIOJITHEHUU U ITYTU UX YCTPAHEHUSA

|. Omnbku, cBs3aHHBIE C HapyIIeHUWEM TMpaBuil 3abopa, TPaHCIOPTHUPOBKH,
XpaHeHHsI OMOJIOTHYECKOTO MaTEepHaia U BBITIOJIHEHUSI JIA0OPATOPHBIX HCCienoBaHui. Jliis
MPEAYNPEKICHUS OITUOOK 3TOW TPYMHIIBI HEOOXOJMMO TIATEIBHO COONIOATh IpaBUiia
paboThl ¢ OMOJOTHYECKMM MATE€pUajOM M UHCTPYKIIMU MO MPOBEICHUIO JTA0OPATOPHBIX
HCCJIEIOBAaHUM.

[l. Omubku mnpu  BHITIOJIHEHHMH COOCTBEHHO J1aOOpaTOPHBIX HCCIEAOBAHUM,
CBSI3aHHBIC C HECOOIOCHUEM MPOTOKOJIOB HMCCIICIOBAHUMN, MCIIOJB30BAHUEM PEarcHTOB,
YTPATUBIIMX aKTUBHOCTH, 3arPS3HCHUEM UCCIICTYEMbIX 00pa3iioB MPOAYKTaMHU PEaKIIHA 1
ap. Jas  mpenynpexaeHus TakuX OMMOOK HEoOXOAUMO COOII0aTh IMPOTOKOJIBI
MCCJICIOBAaHMM, KOHTPOJMPOBATh CPOK TOJHOCTH PEareHTOB, UCIOJIb30BaTh KOHTPOJIbHBIC
MaTepuaibl U 00pasIbl.

I1l. Ommbku, cBsA3aHHBIE C HENPaBWIBHON HMHTEpHpeTanued MOJyYeHHBIX
pesynbTatoB. [ mpemynpexaeHuss MOJO0OHBIX OMMOOK HEOOXOAMMO OOydYeHHE W
MOBBINICHUE KBATU(UKAIINHN CTICIIHAIICTOB.



‘ KOHCyﬂBTﬁHI/Iﬂ BpauOM-T€HETHKOM, HEBPOJIOTOM, NNE€AUaTpOM ‘

A 4

Hannune B ceMbe GOJIBHOIO MalIb4UKa C MOATBEPKACHHBIM JHAarHO30M
«MbIIedHas auctpodus dromenHa-bexepa»

l

MornekysipHO-TeHeTHIecKoe 00ciIeJoBaHNe MaTepH NpodaH/a.
VcTaHOBICHHE HOCHTENIBCTBA JeNelin/ Iy ININKALuH 3k30H0B rera DMD.

'

HocurenbcTBo ,ueneuuu/uymmxaunn
3k30HOB reHa DMD He BbIsiBICHO

A 4

JHanbneitee nposenenue JJHK-

‘ HOCHTeﬂbCTBO Aeneuuu/uynnmcauuu OK30HOB I'éHa
DMD BbIsiBIIEHO

A4

Y cTaHOBIICHHE HOCUTENIBCTBA JCICLHN/ Ly IUIHKALUH

Ilpenaransnas JIHK-
P A 9k30HOB reHa DMD y KpOBHBIX POJICTBEHHHKOB

JUArHOCTUKH HE MOKa3aHO

JIMarHOCTHKA -
mpobaHaa MO MaTEPUHCKOM THMHUH
v

y v
< HocurenscTBo penermu/ayuinKannm HocutenbeTBo eseuu/ iy Kanum
h HE BBISBIICHO BBISBIICHO

h 4
IIpenatansaas JJHK-
JAHArHoCTukKa

Pl/lcyHOK — AJIFOpI/lTM TECTUPOBAHUA HA HOCUTCJ/ILCTBO ACJCUN WIN AYIVIMKAIINH

3K30HOB rera DMD



IIpunoxenue
Ha3Banue yupexaeHus

NudopmupoBannoe corsacue Ha nposenenue JJHK-nnarnocrukn
MbllIe4YHou quctpoduu AromenHa-bekepa

damunus, UMs, OTYSCTBO JlaTa poxaenus

Anpec

KonTtakTHbI TenedoH

buonornueckunii marepuan

A npoundopmupoBan(a), 4To:

1. IMony4ennsiii Matepuan Oyner ucnosb3oBan i JJHK-nquarHocTuku MblieqHoNn
muctpodun [romenna—bekepa.

2. CymectByeT BeposiTHOCTh pazpymienus JIHK (ectecTBeHHBI mpoliecc), yTo
MOKET MOTPEOOBATH MOBTOPHOTO B3ATUS OMOJIOTMYECKOTO MaTepuaa JJis UCCIEIOBaHUS.

3. CymiecTByeT OCTaTOYHBIM PUCK HOCUTEILCTBA 3a00JICBAHNUS .

4. Tlo pesynbraram JIHK-muarHocTuku MokeT ObITh HEOOXOIMMa KOHCYJIbTaIIUs
Bpaya-reHETHKA.

5. Mory otka3atbces oT JJHK-quarHocTuku uiam o3HaKOMJICHUsSI ¢ pe3yJibTatamu 0e3
00BbsSICHEHUS IPUYMHBL. B cllydae Moero oTkasza 3TO HUKaK HE OTPa3UTCs HAa MEAUITUHCKOM
MTOMOIITH, KOTOPYIO s1 OY1y TOJTy4aTh B TalIbHEHUIIIEM.

S cornacen(a) ¢ Tem, 4To:

pesymbrarel JIHK-gumarHocTiken MOTYT OBITH HWCIOJIB30BaHBI ISl  HAYYHBIX
MCCJICIOBAHUM M MOTYT BOWTH B OOINYI0 MEIMKO-TEHETUYECKYIO0 TOKYMEHTAIUIO0 TMpU
YCJIOBHH, YTO 9TO HE MPUBENIET K PACKPHITHIO OXPaHIEMOIN 3aKOHOM TalHBI.

JlaTta

IHoanuce




Mpeieynas qgucrpopus Jromenna-bekepa

Mpieunass guctpodust [romenna—bexkepa — HaciencTBeHHoe 3aboseBaHuE,
CBSA3aHHOE C HapylleHueM oOpa3oBaHusi Oenka nuctpoduHa. Hapymienue oOpazoBaHuUs
aucTporHa TPUBOJUT K HAPACTAIONIEMY pa3pyILICHUIO MBI, YTO COMPOBOXKIAETCA
Pa3BUTUEM  CEPACYHOM HEIOCTATOYHOCTM M  HEBO3MOXKHOCTBIO  CaMOCTOATEIIBHO
NEepEIBUTATHCS.

[Ipuunnoit MplmeuHodt auctpodbun JlromeHHa—bekepa SBISAIOTCA MOBPEXKICHUS
(mytaiuu) rena DMD. B OGonbmmHcTBE ciiydaeB (65—75%) Takoe NOBpEXKIACHUE
3aKJII0YAETCS B OTCYTCTBHHM (A€JIEUNUN) WINM YJBOEHUHU (IYIUIMKALMU) KPYIMHOIO ydacTKa
(3x30Ha) rena DMD. V wyactu nmauuenTtoB (25-35%) BBIABISAIOT Apyrue NOBPEKICHUS
ATOTO F€Ha — TOYEYHBIE MyTaLUU.

JKeHmuHbI, KaK MpaBuiio, HE 0OJICIOT MBIMIeUHOW AucTpodueii JromenHa-bekepa.
Tem He MeHee, MyTauus MOXKET ObITh IpenaHa peOeHKy. Eciin moBpeXIeHHBbI TreH
yHacjeayeT MallbuuK, TO y HEro pa3oBbercs 3alosieBaHue. Ecnu KeHIMHA SBISETCS
HOCUTEIbHUIIEH MbIlIeuHON quctpoduu JromenHa—bekepa, To BEpOATHOCTb TOTO, YTO €€
ChIH yHacienyeT wmyranuio reHa DMD wu Oyner OoneH MbliedHOW AucCTpoduei
HMiomenna—bekepa, cocraBmsier 50% mnpu kaxaod OepeMeHHOCTH MajbuukoMm. [lpu
OEpEeMEHHOCTH JIEBOYKOW BEPOSITHOCTh TOTO, YTO J0Yb YHacieayeT myTtanuio rena DMD,
u OyzaeT HocuTenabHHIIEH MblieyHoU auctpodum [lromenna—bekepa, Takxe cocTaBiser
50% mipu Kaxa0i 6EpeMEHHOCTH JEBOYKOMA.

BrisiBienne HocutenbcTBa Mytanuu reHa DMD u mianupoBanue ceMbu C y4ETOM

pUCKAa POXJEHUA OOJIbBHOrO pebeHKa — €IUHCTBEHHbIH 3(P(EKTUBHBIN CHOCo0
MpO(QHUIAKTUKY MbIIEYHOH aucTpodun JromenHa—bekepa.
OcCTaTo4YHbI PUCK — 3TO BEPOSTHOCTh POXKIACHUS MAJIBUYMKA C MBIIIEYHON

muctpoduein Jlromenna-bekepa, maxe ecnu npu uccienaoBanuu rena DMD npuzHakoB
HOCHUTENIbCTBA 3a00JieBaHusl HE OOHapy»keHO. OCTaTOUYHBIA PUCK OOYCIIOBIIEH TEM, UYTO B
30% ciuywaeB pasButHe MbledHOW quctpoduu JlromeHHa—bekepa 00ycioBiIeHO
MyTaIlied Bo3Hukiei de NOVO (He yHacaeIOBaHHOM OT MaTepH).

HocurensctBo Myranmu rena DMD, npuBomsimendn K pasBUTHIO MBILICYHOU
auctpodun JromenHa—bekepa He yrpokaeT 3I0pOBbIO HOCHUTENS, HE SIBISIETCS MIOBOIOM
st ero guckpumuHanuu. Pesynbrarel JIHK-auarnoctuku crporo KOHQUACHIIMAIBHBI U
MOTYT OBITH II€pelaHbl TOJIBKO 00CIEAyEMOMY JIUILY JTUYHO.

[Tpu nymaHUpOBaHUU AETOPOXKACHUS ISl ONpPEAENICHUS] pUCKa POXICHUs peOeHKa
00JBbHOTO MbIIIEUHON AucTpodueii Jromenna—bekepa HeoOXoarMMa KOHCYJIbTallUs Bpada-
reHEeTHKA.



