POMPE

POXOEHMWE OETEWN Y NALUMEHTOB C BOJIE3HbIO MOMMNE

BonesHb MNomne — 37O [lBa HocuTens
reHeTnyeckoe 3aboneBaHue.
eHeTn4Yeckne 3aboneBaHusa

MaTb — HocuTenb Orteu — Hocutens
obycnoBneHsbl NoBpPEXAEHNAMU @
reHoB unm XPOMOCOM. T
eHeTn4Yeckne 3aboneBaHusa

nepegarwTca OT poauTenen OeTsam
yepes reHbl. MeHbl — 3TO OCHOBHOWA | | | |
3NIeMEHT HacneaCTBEHHOCTU; OHU
COCTOAT M3 HebOonbLMX Y4acTKOB

OHK, KoTOpas coaepXxuT
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MHCTPYKUM B OTHOLIEHMM e e o ues
I'IpOLI,eCCOB CbOpMI/IpOBaHI/IFI 3abonesaHnem 3aboneBaHnem
yeJsioBe4yeCcKoro opraHm3ma, a Takke
Kakabln opraHmam

nHamemuayanbHblM.  OOHM  TeHbl

MaTb — naumeHT ¢ nerkow . Ortey — HocuTenb

I'Iepe,El,a 0T Xapa KTepH ble ‘-IeprI, copmotit 6onesnn Momne
Takne KakK nosn, pocCT, uBeT rnas. —
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[dpyrve reHbl OTBevalT 3a Takue ii
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npoLiecchl opraHumama, Kak
BblpaboTka depmMeHTOB ans | ! |
HOpMarbHOro  (PYHKLMOHMPOBAHNSA ® @ ®
opraHuama. ﬁ
Nuua, Hocutenu,
crpapatoume He cTpanalouve

3aboneBaHunem 3aboneBaHviem

BonesHb lMomne Bbi3biBaeTca MyTauuen, Kotopas 6rokupyeT BblpaboTKy hepmeHTa
(ocobbl 6enok), KoTopbl HasbiBaeTCa Kucnas anbda-rioko3ngasa. ATo NpUBOAUT K
cnaboctn mblwy BO BCeM opraHusMe. bonesHb [lomne obycnosreHa reHeTuyeckoun
MyTaumen, koTopas 6nokupyeT BbIpaboTKy depmeHTa (pas3HoBugHocTu ©Oernka),
KOTOpbIN Ha3blBaeTCA Kucnias anbga-anwoko3udasa. IOTO MOXET TMpUMBECTU K
NOBPEXAEHMIO MbilL, BO BCeM Terne. Bbl moxeTe nmetb 60ne3Hb NoMne ToNbko B TOM

1

1P www.worldpompe.org Asryct 2005 r. Kog 010
MepeBoa ¢ aHrnumnckoro sisbika — Pef. ot noHs 2022




B pompe

POXKJIEHUE JETEA Y MAIIMEHTOB C BOJIE3HBIO IIOMIIE

cny4vae, ecnv Bbl Hacneagyete no 1 reHy ¢ AeekToM OT Kaxaoro u3 poautenen (kak
NMOKa3aHo Ha cxeme). OTO Ha3bIBaeTCs aymoCOMHO-peueccugsHoe HacredogaHue. Ecnu
oba poautensa aBnAlTCA HocuTensaMn GonesHu Nomne, BEPOATHOCTb TOrO, YTO Y HUX
poautcsa pebeHok ¢ 6onesHbto Momne, coctaBnseT 1 k 4. 1o aTOM NPUYNHE MY>KUNHBI U
XEHLUMHbI, Yy KOTOpbIX B CEMEWHOM aHamHe3e ecTb 6onesHb [lomne, [OMXKHbI
NPOSIBIIATb OCTOPOXHOCTb BO BPEMS NiaHNpOBaHMS 6epeMeHHOCTMU.

BeposaTHoCTb poxaeHus pebeHka ¢ 6onesHbio Nomne Bo3pacTaeT, ecnu y ogHOro u3
poautenen ectb 6onesHb MNMomne. MNoatoMy napTHepam naumeHToB ¢ 6onesHbto MNomne
peKoOMeHOyeTCs y3HaTb, ABNATCA M OHU HOCUTENAMU OEeEKTHOro reHa, NoCKOSbKY
BEPOATHOCTb poxaeHna pebeHka ¢ H6onesHbto [Momne y HocuTenss 6onesum Momne wm
naumeHTta ¢ 6onesHbto Nomne coctaBnseT 50 %.

Kpome TOro, xeHwmuHbl C guarHo3om 6onesHb [lomne MMEKT BLICOKMA PUCK ANs
3[0pOBbs B Clnyyae HacTynneHuss 6epemMeHHOCTU u3-3a OOMOSNHUTENBHOW Harpysku,
KoTopyto 6epeMeHHOCTb MOXKET OKa3aTb Ha MX OpraHmM3m 1 340pPOBLE.

Ecnu Bbl nnaHupyete nmeTb AeTen, BaXHO OblTb OCBEAOMIEHHbIM Kak O cnocobax
nepepaym 3abonesaHus, Tak u npobnemax, KOTOpble MOryT BO3HUKHYTb 4O, BO BpEMS U
nocne 6epemeHHocTn. Ecnn y Bac yxxe ectb getu, 1o Bbl, BO3MOXHO, 3aX0TUTE y3HaTb
O HanMuMm y HUX puUcKa BO3HWKHOBEHWSA WNN HacneacTBeHHOW nepefadn 6GonesHu
Momne. OTa Opowtopa pacckasbiBaeT O HEKOTOPbIX acnekrax AaHHOW npobnembl,
koTopble, Bam, BO3MOXHO, OyayT WMHTEpecHbl. 34eCb Takke OMNUCbIBalOTCA TeCTbl,
KOTOpble MOMOryT NpeackasaTtb BO3MOXHOCTb Yy Bawero pebeHka 3abonetb 60nesHbio
Momne.

Bonpoc: YTo Takoe reHeTMKa 4YenoBeKa U Kak 3TO NOHATUE OTHOCUTCS K 6one3Hu
Momne?

OTtBeT: [eHeTuka 4YeroBeka 3akniYaeTCss B KOMMMEKCEe XMMWYECKUX CTPYKTYp non
Ha3BaHueM [JHK (cokpalueHne oT ge3okcmpuboHyknemHoBas kucrnota). Monekynbl AHK
ABMISAOTCA OCHOBOW CTPYKTYP, KOTOpble Ha3blBAlOTCA XpOMOCOMaMu. Y Kaxaoro
yerioBeka ectb 46 XPOMOCOM, CrpynnupoBaHHbIX B 23 napbl, KOTOpble HaxoOsaTcH
BHYTPU saep knetok. Kaxgas xpomocoma cama no cebe nogpasgensietcss Ha
HECKONbKO ManeHbKUX y4acTKOB, Ha3blBaeMbIX reHaMMU.

Cpean 23 nap ecTb ofgHa nNapa XpOMOCOM, KOTopasd HasblBaeTCcA MOSI0BOM MNapou
XPOMOCOM; OHa onpegensieT non 4venoseka. OcTanbHble 22 napbl, HasbiBaKOLMECS
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ayTocOMaMu, He SBRSTCA MOMOBbIMA U ONPEAensioT pasBUTME  HEMonoBbiX
NPU3HaKoB.

MocKomnbKy reHbl SIBNSIIOTCA 4acTbl0 XPOMOCOM, OHW Takke uayT napamu (Bo BpeMs
PEeNpPOAYyKUUN); Kaxkadbll poauTenb nepenaeT KOMWK WM TOMbKO MOSIOBMHY CBOErO
HacrneACTBEHHOrO MaTepuana CBoemy NoTOMCTBY.

Kaxxgas napa reHoB paboTaeT COBMECTHO, OTBeYasi 3a OnpeAenieHHy0 (OyHKLUWIO UK
aKTUBHOCTb B KreTke. HekoTopble 13 HUX MMelT HeGOorbLLOE 3HaYeHre, HanpuMep Te,
KOTOpble ONpeaensoT LUBET IMa3s 1 BOIoc, B TO BPeMs Kak Apyrine OTBeYaloT 3a BaXKHble
(PYHKUMM KNETOYHOW aKTUBHOCTW, Hanpumep, MpOuU3BOACTBO KU3HEHHO BaXKHOTO
cdbepmeHTa, He06X0AMMOro ANs 300POBOro PYHKLMOHMPOBAHUS.

MyTauus reHa — 3TO AONrOBPEMEHHOE M3MeHeHMe B reHe. bonesHb BO3HMKaeT npu
HecnocobHOCTM KneTkn K BblpaboTke 6Genka, KoTopbln TpebyeTca opraHuamy Angd
HOpMarbHOro (PYHKUMOHMPOBaHUA. Taknme BMAOU3MEHEHHble ©O0Mne3HW, Bbi3BaHHbIE
MyTaumen reHoB, MOryT ObiTb NErkumu, TSXKENbIMUA MHBANUAM3UPYIOLWMMN NN - aaxe
CMepTENbHbLIMMU.

eH, BbI3biBaowmn 6GonesHb [lomne, HasbiBaeTca GAA u pacnonaraetca B 17
XpOMOCOMe, KoTopasa sBnseTcs aytocoMHoun (6onee nogpobHo 06 aTOM MOXHO y3HaTb
B pasgene «leHeTnyeckasa reTeporeHHOCTbY ).
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EcTb MHOro pasHbix gedektoB (Mnu myTauuim), Kotopble nopaxaiT GAA reH.
BonbwunHcTBO ntogen ¢ 6onesHbto MNMomne HacneayoT 2 pasHble GAA myTauuu, no
ogHOWM OT Kaxpgoro u3 poautenen. Mccneposatenun yxe onpegenunu okono 500
pasnuyHbIX MyTauum (XOTA He BCe OHW Bcerga Bbi3biBaloT 6onesHb [lomne), u
nccnegoBaHNS NpoaoIHKatoTCs.

Ansa nonyyeHns 6onee nogpobHon nHopMaLnm O reHeTUYECKON reTepOreHHOCTH
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obpatuteckb B LieHTp 6one3nHn Nomne Ha nHtepHeT cant MeguumHckoro LleHTpa
Opasma B PoTTepgame

Bonpoc: YTto 3HaunT ObITb HOCUTEnem 6onesHu NMNomne?

OTBeT: TepMnH «HOCUTENbY», KOrga OH UCNONb3yeTcs B OTHOWeHun 6onesHu Momne,
ONUCbIBaeT YenoBeKka, KOTOPbIN MOTEeHUManbHO MOXeT nepedatb 3To 3aboneBaHue
CBOMM [€eTAM, HO caM He wumeeT 6onesHu [lomne. 3TO NPOUCXOAUT MOTOMY, YTO
Hocutenu 6GonesHu [lomne umeloT OAHY noBpexaeHHyi konuio B reHe GAA, a
naumeHTbl ¢ 6onesHbto Nomne nmveT ABe Taknx Konun. EQUHCTBEHHas xopoluasi Konus
reHa GAA, koTopasi eCTb Yy HOcuTernen, no3BosisieT npoayuupoBaTb [AOCTaTOYMHOEe
KONu4yecTBo (pepmeHTa AOns afekBaTHOro (OYHKLUWMOHUPOBAHUS KIEeToK. AKTUBHOCTb
depmeHTa HocuTenenm OObIMHO HECKOSNbKO CHMXEHA, MO CPaBHEHWIO C OObIYHBbIMMK
nabMK, HO y HocUTEenen He HabnaaeTCca HUKaKUX CUMNTOMOB.

Bonpoc: [lNopaxaer nu 6one3Hb [Momne Kakyk-HUOYyAb I3ITHUYECKYH rpynny
oonblue, YeM ocTanbHble?

OtBeT: lccnemoBaHusi nokasanu, 4YTo OonesHb [lomMne — 3TO NaH-3THU4YeckKoe
3aboneBaHue; 3TO O3HA4aEeT, YTO NIIOAN BCEX HAUMOHANbHOCTEM U pac NOABEPXKEHbI
aToMy Heayry. bBbino Takke oOTMeveHO Hebonblioe yBenuyeHue  4acToThbl
BCTPEYaeMOCTU B HEKOTOPbIX 3THUYECKUX rpynnax:

e Y peten 6onesHb [lomne yvawe nposBnsdeTcsa cpean adpoamepukaHueB W
BbixogueB n3 Kutasa n TansaHs.

e Y B3pocnbix 6onesHb [NomMne valle BcTpeyaeTcs y xutenen HuaepnaHaos.

Kpome Toro, mytauum, xapaktepHble ansi 6onesHu [Momne, vawe BcTpevaloTcs B
onpeneneHHbIX 3THUYECKUX Fpynnax Mnu HaumoHanbHOCTSAX. [oka HENOHATHO, NoYeMy
yacToTa BCTPEYaeMOCTM MyTauui Bbille B OOHWX rpynnax, No CPaBHEHUIO C APYrumu,
oaHako onpeaensoowmmmn daktopamm 6onesHm Momne SBNSOTCA reHeTUYeckasi OCHOBa
N HacneacTBEHHOCTb.

Bonpoc: Kak Hacneayetcsa 6onesHb Nomne?

OtBet: bone3Hb [lomne — 3TO reHeTuyeckoe 3aboneBaHue, nepegaBaemMoe
ayTOCOMHO-pPELIeCCUBHBIM MyTeEM OT poauTenen K aetam. AyTOCOMHO-peLeCcCUBHbIe
3aboneBaHna [OCTAaTOMHO pefKku, MOCKOMbKy And Toro, 4tobbl MOMAyYMTb AMarHo3
Bonesun [llomne, Bam AomkHbl nonacTtb MOBPEXOEHHbIE KOMUM reHa OT 0boux
poautenen (NOBPEeXAEHHOro reHa TONbKO OAHOro M3 poautenen dyaeTr HeQOCTaTOYHO
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ansa 6onesxu MNMomne). Takum obpasom, oba poauTenss OOMMKHbI UMETb XOTS Obl OOHY
AedeKTHYIO KOMUIo reHa.

HacrneacTBeHHbIV cueHapum:
e Ecnu oavH n3 poautenen umeet amarHo3 6onesHb omne, a gpyron poantens
HeT:

o Cyuwectsyer 100 % BepoATHOCTb, 4YTO pebeHok Oymetr HocuTenem.
Poautenb ¢ anarHo3om 6onesHb NMomne nmeeT gBe KONUM NOPaXXEHHOro
reHa, Takmm obpasom pebeHOK NoNyYnT OAMH NOPAKEHHbIN reH 6obHOro
poauTens M OOWH HOpMarbHbIA FeH OT poauTens, Yy KOTOpOro HeT
MyTaLuuu.

e FEcnu oanH 3 poautenen uMeet amarHos bonesHu Nomne, a apyrov asngdercd

HOCUTENEM:
o CywectByeTt 50 %
BEPOSATHOCTb, YTO Yy pebeHka byaeT
anarHo3 6onesHb Momne. PeBeHok  [ie. rawen oremon e @ oreu—woairen:
oba3aTensHO nony4mT OOVH .
nopaxeHHbIN reH 6onbHOro ‘F

pogutena, u ectb 50 %
BEPOSITHOCTb  MOMYYeHNUst  APYroro | ! | !

MopakeHHOro reHa oOT poauTens, [ [ 4 e ©
KOTOPbIV ABMNSIETCA HOCUTENEM.
o CywectByer 50 % BepOSATHOCTb
TOrO, 4yTO pebeHoK Gynet fuua, Hocurenw,
cTpagaioLume He cTpajatoLme
HocuTenem reHa 6onesnn Momne. B sabonesanvem sabonesanvem

3TOM crnyvyae pebeHOK nonyvyaeT OAMH MOPaXeHHbIM reH poauTensa c
6onesHbto lMomne, n ectb 50 % BEPOATHOCTb MNOMYYEHUA OAHOrO
HOpMaribHOro reHa OT poaMTENs, KOTOPbIN ABNAETCA HOCUTENEM.

e Ecnu oavH u3 poautenen ABNsSeTCA HOCUTENEM MOPAXEHHOrO reHa, a BTOPOW
poauTene He UMeeT MyTaLWn:
o B oatom cnyyae BepoATHOCTb BO3HWKHOBEHWA 6GonesHn [lomne
oTcytcTByeT. PebeHok B ntobom crnydae nonyynt oguH HOPMarnbHbIA reH
OT 300pPOBOr0 POAUTENS, KOTOPbIN HE ABNSETCA HocuTenem AedekTHbIX
reHoB, a Takke ectb 50 % BEpPOATHOCTb NOMy4YeHUss BTOPOrO HOpMasibHOro
reHa OoT poanTens, KOTOPbIA ABMSETCS HOCUTENEM NOPaXXEHHOro reHa.
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o CyuwectByeT 50 % BepoOSATHOCTb TOro, 4yto pebeHok BygeT HocuTenem
AedekTHoro reHa. PebeHok B ntobom cnyyae nonyyvmTt oguH HOpMarnbHbIN
reH oT 340pPOBOro poauTens, a Takke ectb 50 % BepOATHOCTb NOMyYeHUs
AedeKkTHOM KOMnn reHa oT poanTeENs, KOTOPbIN ABNAETCH HOCUTENeM.

e Ecnu oba poautens aBnawTCca HOCUTENAMMN OedDEKTHOIO reHa, TO Y pebeHka:
o 25 % BepoATHOCTb Hannuna 3aboneBaHuns
o 50 % BepoATHOCTb TOro, YTo pebeHok ByaeT HocutTenem 3abonesaHus

o 25 % BepodaATHOCTb TOro, 4to pebeHok BygeT abConTHO 340POB M He
OyaeTt Hocutenem 3abonesaHus

Matb — Hocutenb  OTeu — HocuTenb

Iluuo, cTpapatowee Hocutenu, Jvuo,
3abonesaHnem He cTpajatolme He cTpajatollee
3abonesaHnem 3aboneBaHnem

Bonpoc: Y MeHA ecTb ceMeWHbIM aHamHe3 Gone3Hu lMomne. EcTb nNu TecThl,
Nno3BoONsOLWME Y3HATb HanNM4yne HOCUTENbLCTBA Y MEHA Unu y Moero naptHepa?

OTtBeT: BO MHOrMX cTpaHax OOCTYMNHO TeCTUpoBaHue nepen 6epemMeHHOCTb, YTOObI
onpegenuTb, SABMAKTCA N poauTenn HocUTENsMM TreHa ©Gonesnn [lomne.
TectupoBaHne nepen O6epeMeHHOCTbIO OOIMKHO MNPOBOAUTLCA MOA PYKOBOACTBOM
KOHCyInbTaHTa MO reHeTM4Yeckum Bompocam. OTOT MEeTOon BKo4vaeT B3sTMe obpasua
CNioHbl nnu kposu, BblaeneHne OHK n3 kneTok M 3atemMm BbisiBieHME cneunguyHomn
MyTaumm, KoTopas Bbi3biBaeT ©OonesHb [lomne. Bo3moxHo, 4TO noTpebyetcs
monekynsapHbin Tect OHK, notomy 4to usBectHo 6onee 500 myTtaumn reHa GAA,
KoTOopble GbiNKn BbiBNEHbI y Nniogen ¢ 6onesHbto Nomne. HekoTopble 13 aTnx Mytaumim
BCTPEeYalTCH TOMbKO B OnpefesieHHbIX 3THUYECKUX rpynnax.

AHanuna MyTaumm aBndaeTca eOUHCTBEHHbIM cnocoboM BbISIBNEHUSI «HOCUTENbCTBa»
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MYTaHTHOro reHa y nwogen 6e3 KnNuHWYecknx nposieneHun 6onesHn [lomne, HO
MYTaHTHbIN FeH MOXeT nepegaTbCsi OQHOMY U3 UX AeTeln, U OCOBEHHO BaXKHO BbISIBUTb
HOCUTENSA B CEMbE, B KOTOPOW B aHamHe3e Obina 6onesHb lNMomne. OgHako crnepyet
NOHUMAaTb, YTO TecTUpoBaHue nepes 6epeMeHHOCTbI0 He MOXET ObITb OKOHYATENbHbIM,
MOCKOJbKY BbISIBfIEHbl HE BCe MyTauuu, cBa3aHHble ¢ 6onesHbio Nomne.

Bonpoc: A cenyac 6epemeHHa. ECTb nM BO3MOXHOCTb onpeaenutb, dyaet nu y
pebeHka 6onesHb NMomne?

OTtBeT: [la, cywecTByeT npeHaTanbHbl CKPUHUHI TECT, KOTOpPbIM MOXeT ObiTb
BbIMOSIHEH HA paHHMX cTagnax 6epemMeHHOCTU Ha Hanunuyme GonesHu lNMomne y nnoga
(ewe He poguBLuerocs pebeHka).

ObcnedosaHue  XOPUOHUYECKUX B80OPCUHOK (TOHKME  nanbLeBUOHble  HapOCTHl,
obHapyxunBaemble B nnaueHte), unm CVS, nposogutca Ha 10-12 Hepene
GepeMeHHOCTU. JTOT TecCT BKMYaeT 3abop HebomnbloW TKaHW NnaueHTbl (opraHa,
KOTOPbIN coeauHAeT pa3BUBatOLLMACA NIOA B MATKe M NPUKPENMSIOWNA NNog K CTEHKE
MaTKM ONA NUTaHWa nnoda, yAaneHus LWNakoB WM afekBaTHOM OKCUreHauun yepes
MaTEePUHCKYIO KPOBb) 1 ONpeaeneHns B He akTUBHOCTM DepMeHTa.

MNpeHaTanbHas guMarHOCTMKa Takke BO3MOXHAa ANS aHanu3a depMeHTa B aMHuouuTax
(aMHMOUUTBI — 3TO KMETKWU Nroja, KOTopble HaXOAATCA B aMHMOTUYECKOW XWUOKOCTN),
B3ATbIX M3 aMHMOTUYECKOM >XUOKOCTU (amHuoueHTe3). AMHMOUEHTE3 BO3MOXEH Ha
paHHUX cTaguax 6epemMeHHocTU (40 12 Hepgenb), U pe3ynbTaTbl MOryT ObITb FOTOBbI B
TeYeHne HeCKOmbKMUX AHen. ATOT TeCT onpeaenseT akTUBHOCTb (pepMeHTa 1 No3BonseT
npounssectn aHanna [HK nocpeactBomM aHanuaa KreTokK, B3ATbIX UX MaTKU.

AHK-TecT Takke MOXHO npoBecTu OndA cpaBHeHua pesynbtatoB OHK nnoga n OHK
poautenen, a Takke 60nbHbIX cecTep unm GpaTbeB..

Pes3ynbTatbl NnpeHaTanbHbIX TECTOB MOMOryT caenaTtb BbiOop B NOMb3y MPOAOIIKEHUSA
6epeMeHHOCTM 1 NOATOTOBUTLCS K POXKAEHMIO MNageHua.

Bonpoc: Y meHsi B ceMbe Obinu crnydam 6onesHu lNMomne, 1 mon nevawun Bpay
pekomeHAyeT NPOUTU FeHeTUYeCKoe KOHCyNnbTupoBaHue Ao 6epemMeHHocTu. KTo
TaKOW KOHCYJIbTAHT NO reHeTUYeCKMM Bonpocam?

OtBeT: KoHcynbTaHTbl MO rEeHETMYECKMM Bompocam — 3TO  CheunanucTbl
30paBOOXpaHEHMs1 CO creuuanbHbiM  Habopom 3HaHMM M HaBblkOB B obGnacTtu
MEONLIMHCKOM FeHeTUKM U MeaMUMHCKOro nabopaTopHOro TeCTUpPOBaHUS (NPOBEAEHUS
aHanu3oB). KoHCynbTaHTbl MO reHeTUYeCKUM Bonpocam paboTatoT B cocTaBe KOMaHAbl
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cneunanncToB 34paBOOXPaHEHUsl, MoKasbliBasi BO3MOXHblE T[E€HETUYECKUE PUCKN,
oby4aloT M noadepKMBalOT KaXKAOro KOHKPETHOro YerioBeka M YNEeHOB €ro CembM,
NPOBOASAT AMArHOCTUKY PasnUYHbIX FreHeTU4Yecknx 3aboneBaHuii, TakMx Kak OonesHb
Momne. KoHcynbTaHTbl MO FEeHeTUYECKMM BOMpPOCaM Takke aHanu3upylT pesynbTaThbl
reHeTUYeCKuX TeCTOB, NPOBOAAT AOMNONHUTENbHbIE OOBACHEHNS U OKa3biBaOT NOMOLLb
naumeHTam.

B cnyyae ecnu B Bawen cembe ectb naumeHT ¢ 6onesHbto NMomne mnu Hocutenb
MyTaHTHOro reHa 6onesHu lNomne, KOHCYNbTAHT NO FrEHETUYECKMM BOMNPOCaM MOMOXET
Bam onpegenuntb waHcbl Ha poxaeHue pebeHka ¢ 3aboneBaHueM. 3annaHvpoBaB
BCTPEYY C KOHCYNbTAHTOM MO reHeTMYECKMM BONpOCam A0 Ha4yana 6epemMeHHOCTH, Bbl
CMOXeTe YTOYHUTb BCE BapuaHTbl pasBuUTMS COObITMI, KOTOPblE MOrYT 3aTPOHYTb
Bawero pebeHka:

KOHch'IbTaHT no reHeTn4eCKMM BOMpocaM CMOXET:
e OObACHUTL CeMbe npuHUMNblI HacneacTtBeEHHOCTU U onpeaennTb BO3MOXHblIW

PUCK B KaXOOM KOHKPETHOM Criy4ae.
L] npeﬂ,OCTaBl/lTb BCe€ [OaHHble O TOM, 4TO BKJIIIOMEHO B Tr€HEeTUn4YeCcKoe
TECTUPOBAHUE, C LieJ1blo NPUHATUA peLleHnA O npoBeJeHNN KOHKPETHOro TecTa.

e [MomoOYb CEMbE BOCMPUHATL pe3ynbTaTbl TeCTa NO3UTUBHO.
e [pegocTaBuTb PYKOBOACTBO O FEHETMYECKMX BOMPOCaX, KOTOpble MOTPebytoTcs
ANS NaHMPOBaHUS CEMbU U NpeHaTanbHOro TECTUPOBaHNS.

Ecnn Bbl yxe O6epeMeHHbl, KOHCYNbTaHT MO reHeTUYeCKMM BOMpPOCaM MOXeT
obcyanTb ¢ Bamn BO3MOXHOCTb NMpeHaTanbHOro TeCTUPOBaHUS eLle He poauBLUEerocs
pebeHka. Ecnv Bbl pelumnu nponTu reHeTU4eckoe KOHCYNbTUPOBAHME, KOHCYbTaHT Mo
reHeTMyeckMM BoOrpocam MnomMoxetT Bam 3anucatbcss Ha caadvy aHanus3a U okasaTb
Heobxogumyio Bam nomouwbs nocne nonyvYeHus pesynbTtaTtoB aHanusa. Ecnu Bel,
Hanpumep, obHapyxuTe, YTo Baw ewie He poamBlmica pebeHoK nopaxeH 6onesHbo
lMomne, KOHCynbTaHT MO reHeTMYEeCKUM BOrMpocam NnoMoxetT Bam ¢ pa3HOCTOPOHHeW
nHpopmauuen, Kotopas NoMoxeT Bam cnpaButbCs C TpyaHbIM BbIOGOPOM. Y4uuTbiBas
TO, YTO MpoLecC CAayu aHanusa, a 3aTeM MoriydyeHue pesynbrtata — ANUTENbHbBIN,
BaXXHO 06paTUTLCA K KOHCYNbTaHTY MO reHeTUYECKMM BOMPOCAM Kak MOXHO paHbLUe.

Bonpoc: HyxHO nu npoBoauTb (hepMEHTHYH0 3aMeCTUTENIbHYI Tepanuio npu
HacTynneHnum 6epemMeHHOCTU?

OtBer: CM. CCbUIKM HWXKE O (epMeHTHOW 3amecTUTernbHOW Tepanuu W
B6epemeHHocTUCCH M 1 n2
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PEpomeec

POXKJIEHUE JETEA Y MAIIMEHTOB C BOJIE3HBIO IIOMIIE

Bonpoc: Mory nu a1 3abepemeHeTb, €Cnu y MeHA AnarHo3 6onesHb Nomne?

OTtBeT: bonesHb Momne He nopaxaeT penpoayKTUBHbLIM annapat (annapart, Aatowun
BO3MOXHOCTb 3a4atust pebeHka). KeHLMHbl, KOTOpbIM NOCTaBUNn AnarHo3 GonesHb
Momne, He MMEIOT NOBbLILLEHHOMO pUCKa HEBbIHALLMBAHUSA (BbIKMAbILLA).

Bonpoc: Y MeHsa guarHo3 6Gone3Hb [lomne, u A xo4yy 3aBectu cemblo. Kak
6epeMeHHOCTb MOXEeT OTPa3uTbCA Ha MOeM 340poBbLe?

OTtBeTt: XoTa gnarHo3 6onesHb [lomne He BNMsieT Ha CNOCOBHOCTb K HACTYMNMeHWto
6epeMeHHOCTM (3a4aTuio) U BblHALLMBAHUIO, €CTb onpederieHHble pucku ans Bawero
300pOBbSA, O KOTOPbIX CTOMUT MogymaTtb, OCOBeHHO ecnu cumnTombl 6onesHu Nomne
nposiBnsTCca Taxeno. Bam cnegyetr obcyauMTb CO CBOMM fevallivMM CrleumanucTom
Takue BOMpOChI, KaK yBenuyeHne Beca, U3MeHeHUs AblxaHus, poabl U BOCCTaHOBMEHME.

Fae HaUTU AONONMHUTENbLHYI MHOPMaLUUIO:

Cwm. pasgen «bonee nogpo6Hasa nHcpopmauma»

Ccbinka 1 FeHeTU4eckoe KOHCYNbTMpOBaHUe npu 6onesHu NMomne
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3298105/?report=classic

AHToHenna Tanbg (Antonella Taglia), Screp MNuuunno (Esther Picillo), Maona [’Am6po3sno (Paola D'Ambrosio), Mapusa Po3apusi
Yeumno (Maria Rosaria Cecio), 3maHyana BumkaHo (Emanuela Viggiano) v Jlyusa MonutaHo (Luisa Politano)

Ccbinka 2 JleyeHue 6onesHu NMomne ¢ noMowbio (hepMEHTHOM 3aMeCTUTENbLHOW Tepanuu Bo BpeMsi 6epeMeHHOCTHU
https://pubmed.ncbi.nlm.nih.gov/33035415/
3onTaH [pow (Zoltan Grosz)!, Katanuu Bucu Bapam (Katalin Visy Vardi) 2, FOaut Mapusa MonbHap (Judit Maria Molnar)

Oma 6powropa paspabomaHa C uenblo npedocmasseHuss obweld UHgopmMmayuu,
Kacarweucss 6bonesHu [lomne u eced conymcmeyrweld memamuku. OHa
pacripocmpaHsemcsi Kak obuwedocmyrnHoe 6ecrinamHoe u3daHue MexdyHapodHou
Accouyuauyuu 6onesHu lNomne, ¢ noHUmMaHuem mozao, 4mo MexOyHapoOHass Accoyuauus
6onesHu lNomne He cmasum rneped cobou uesib MOOMEHsIMb MeOUUUHCKUe U Opyaue
rnpogbeccuoHarnbHble cryxbbl. MeduyuHa MOCMoOsSIHHO u3MeHssiemcs  6razodapsi
npoegpeccy Hayku. Yenoseueckue oOwUubKU U U3SMEHEHUST 8 rfpakmuke oOenarom
HEBO3MOXHbIM  MaKCuMarsibHO mo4yHoe U3roXxeHue OaHHbIX. Tpebyemcs
noomeepxxoeHue npedcmassieHHoU 30ecb UHgopMauyuu U3 Opyaux UCMOYHUKOS,
npednoymumerisHO om Baweeo epaya.
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