METOOMNKA WUCCIEQOBAHUA

BBepeHue

MoHoreHHble 3aboneBaHus, 4acTo
ABMAOLNECS MNPUYMHON  HEU3NEeYNMbIX
HacneacTBEHHbIX MNaTOMNOrnii, UMEIT He-
paBHOMEPHYK 4acTOTy BCTpe4yaemMocTu
B pasnuyHblX nonynauusx. B 3aswucu-
MOCTW OT OCTPOTbI MeAMNKO-COLManbHbIX
npobnem, rocygapctea CamOCTOSATENBHO
BblOMpaloT cTpaTervio npegoTepaLLeHms
HOBbIX CIy4aeB MOHOFeHHbIX GornesHen,
BMMOTb A0 MPUHATUS rOCY4APCTBEHHbIX
CKPUHMHIOBbIX MpOrpamMm.

[dvHamnyeckue myTaumm nnm mytauum
9KCMaHCUK CBSA3aHbl C HECTabUNbHOCTBIO
yncna TPVIHYKNEOTUAHbIX MOBTOPOB B
(PyHKUMOHANBbHO 3HAYMMbIX YacTsX re-
HoB. bornesHb pasBuBaeTcs nuLb TOraa,
Korga 4mucrno MOBTOPOB B AaHHbIX Caui-
Tax NPEeBOCXOAUT OMpeAeneHHbIn Kpu-
TU4ecKkn ypoBeHb. [Ins HacnegoBaHus
TaKkMx MyTauui XapaKTepHbl: pa3nuyHas
NEeHeTPaHTHOCTb (CTeneHb MPOSBMEHWS
(hEeHOTMNMYECKNX MPUSHAKOB); Pa3nunyns
(hEeHOTMNNYECKNX MNPOSBMEHUA B 3aBU-
CMMOCTM OT TOrO, MoflyYeHa myTauus ot
mMatepu unu otua; PeHoMeH aHTuumna-
LUy — HapacTaHme TSHXKeCTU NPOosBIeHNs
3aboneBaHua B nocrnegylowmnx rnokone-
Huax [1].

MoHATME «npeHaTanbHOe MeauKo-re-
HeTU4Yeckoe KOHCYnbTMpOoBaHue» cdop-
MUpOBanochb bnarogaps NPMMEHEHNUIO B
MeavLMHEe COBPEeMEHHbIX MEeTohoB Ana-
rHOCTUKM (ynbTpa3ByKOBOE MWCCreaoBa-
HWe nnoga, nHBa3vBHbIE MeTOoAbl, MOore-
KynsipHO-reHeTM4ecKkne nccnenoBaHus),
a TaKke pasBUTUIO B3MMAA0OB Ha nnog c
€ro NpaBoOM Ha COXpaHeHne 340POoBbS 1
XXW3HW B NpeHaTtansHOM nepuoge.

[ns MOHOreHHbIX 3aboneBaHUn WH-
Ba3vBHas npeHaTtanbHas AuarHocTuka
(UMNQ) B AxyTrm ctana BO3MOXHOW C
2002 r. nocne BHeOpeHUs B MPaKTUKY

CUOOPOBA OkcaHa MNaBpunbeBHa — reHe-
Tuk-rnHekonor ML, PBENe1-HLIM; KOHOHOBA
CappaHa KoHoHoBHa — k.6.H., c.H.c. AHL|
PAMH un lMpaeutensctea PC(A); CYXOMA-
COBA AwTtanuHa JIlyKMHMYHa — K.M.H., 3aB.
MIK M4y, PBNe1-HLUM; XYCHYTOMHOBA
Anb3a KamuneBHa — [.6.H., 3aB. oTtgenom
reHomukn HAW Bulm YHL, PAH.
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MPOBJIEMbI NMPEHATAJIBHOIO MEOUKO-
F’EHETUYECKOIO KOHCYIIbTUPOBAHUA
MOHOIEHHbIX BOJNE3HEWU

¢ AMHAMUWYECKUMU MYTALUAMU

B AKYTUU

Mepauko-reHeTu4yeckom KOHCymbTaumm
PBE Ne1-HUM M3 PC(A) vHBa3MBHbIX
METOA0B MOSTyYeHUs MIIOQHOro MaTepu-
ana (BOPCUH XOpMOHA) U METOO0B Mose-
KYNAPHO-TEHETUYECKOTO  TECTUPOBAHUS
MOHOIeHHbIX 3a6oneBaHnii, pacnpocTpa-
HEHHbIX B AKyTUN. ViccrnegoBaHnsmn yc-
TAHOBMEHO, YTO B SIKYTCKOW MOMNynsuum
HanbomnbLUY 4acToTy BCTPeYaemMoCcTuh
MMEIT Mno3gHOMaHUdEeCTUpyOLWne 3a-
GoneBaHusi ¢ AMHAMUYECKUMW MyTaLusi-
Mu: cnuHouepebennsapHas atakcusa 1-ro
tvna (CUA1) n MuoToHMYeckas OuUCT-
pocous (MA) [3,4] (tabnumua). Brnepsbie
npeHaTanbHasi guarHoctuka Obina npo-
Be[eHa B CeMbsiX, OTAroweHHbix CLIA1
n ML.

Meaunko-reHeTu4yeckoe  KOHCYIbTU-
poBaHWe, MOSEKYNSIPHO-TEeHETUYECKOE
TeCTUpoBaHWe W nNpeHaTanbHas [gua-
rHoctnka CLIA1T n ML conpsikeHbl co
MHOXeCTBOM  BrosTuyeckux npobnem,
KacaloLLMXCsl OTHOLUEHWI Bpaya W na-
LMeHTa, MHOPMMPOBAHHOIO COrmnacusi
M KOH(MAEHUNANBHOCTN TFEeHEeTUYECKOMN
MHdopmMaunm[2].

B 3apybexHbix nybnukauusx msyde-
HWEe BOMPOCOB MpeHaTanbHOW AMarHoCc-
TUKM MOHOTEHHbIX MO3AHOMaHU(ECTU-
pyrowmx 3aboneBaHUn MOCBSLLEHO B
OonbLNHCTBE CriyyaeB xopee [eHTUHr-
ToHa [5]. B Poccun metoabl npodumnak-
TUKW HacneacTBeHHbIX 3aboneBaHui C
No34HUM Hayanom MaHudectauum oc-
TalTCs He pa3paboTaHHbIMKU. B gaHHowM
cTaTbe Ha npumMepe cnuHouepebennsap-
HOWM atakcuym 1 Tuna U MUOTOHUYECKOM
anctpodun  obcyxaeHbl 0COBeHHOCTH
npeHaTanbHOro MeAUNKO-TeHETUYECKOro
KOHCYNbTMPOBaHUS npu 6onesHsx, obyc-
TOBMEHHbIX AVMHAMUYECKUMU My TaLUSIMU.

MaTtepuanbl u meToabl

B vccnepoBaHue BknoYManucb UHAM-
BUAbl U3 ceMen, oTarowleHHbix CLIA 1 1
M, pasHoro nona v BoO3pacTta craplue
18 nert, 6epemMeHHbIe 13 rpynnbl pUcka
no 3aboneeanusiM. Vcnonb3oBanuch
KITMHUKO-TeHeanorm4eckun metoq, npe-
HaTanbHOEe MeOUKO-TEHETUYECKOE KOH-
CynbTUpOBaHWe, WHBa3VBHblE MeToAbl
npeHaTanbHOW ANArHoCTUKM, YrbTpasBy-

KOBOe WCCrefoBaHWe nnopa, MeToabl
OHK-gnarHoctukmn  (Bbigenenne OHK,
MUP, anekTpodopes, AeTeKUMA MYTaHT-
HbIX annenen). Bcero 6eino o6cnegosa-
Ho 20 cemer ¢ CLUA1 n 12 cemen ¢ M
3a nepvog ¢ 2002 no 2006 rr.

Pe3ynbraTthbl n 06CcyXxaeHue

Bbicokasi yactota HocuTenenm myta-
LMK 1 BbICOKasi pacnpocTpaHEHHOCTb B
akytckon nonynaumm CLA1 n M (co-
oTtBeTcTBeHHO 38,0 :100 000 mn 21,3 :
100 000) npencraensaT cobon ogHy U3
npobnem MeauKo-reHETUYECKOW CIyX-
6bl B Pecnybnuke Caxa (Akytus). Mpu
OTCYTCTBMM pauKarbHbIX METOAO0B Te-
panuu AaHHbIX 3abonesaHnin Hambonee
3(pPEKTMBHBIM CMOCOOOM  MEPBUYHOM
NPOUNAKTUKN MOHOTEHHON MNaTonoruun
ABNSETCA NpeHaTanbHas AuarHocTuvka.
OcobGeHHOCTBbIO MpeHaTanbHOro Meau-
KO-TEHETUYECKOTO  KOHCYJIBTMPOBaHMS
MOHOIEHHbIX 3aboneBaHUn  ABMSIETCA
anddepeHunpoBaHHbIM MOAXOA, B 3aBU-
CMMOCTM OT FreHETUYECKNX OCOBEHHOCTEN
N KIMHWYECKMX NPOSIBNEHWI Hacneac-
TBEHHOMN 6onesHn (Tabnuua).

Ocoboe 3HaveHne npuobpetaer npo-
uecc obcyXaeHusi BpaiyoOM M KOHCYIb-
TUPYIOLLENCA CEMbEN BOMpoca O BO3-
MOXXHOCTW MPUMEHEHMUS MpeHaTanbHOW
OMarHOCTUKN AN NpefoTBpaLleHnst Ho-
BbIX Cry4aeB 3aboneBaHusl B CEMbe.

CornacHo MexayHapoAHbIM 3TUYec-
KMM MpaBwunam, npeHaTanbHoWM amarHoc-
TUKE JOMKHO 06A3aTenbHO NpeaLwecTBo-
BaTb FEHETUYECKOE KOHCYNLTMPOBaHMWE,
npy KOTOPOM CeMbS/KEHLLIMHA [OIKHa
Nony4YnTb MCYEpnbIBaOLLY MHGOPMa-
UMIO O BO3MOXHOCTSX MPUMEHSEMbIX
MeTOAOB, AOCTYMHOCTM rnevyeHusi 3abo-
neBaHusi, pvucke 3aboneBaHus y nnoaa,
BEPOSITHOCTM HEGNAronpuaTHLIX Pe3yrb-
TaTOB TE€CTA, BO3MOXHbIX anbTepHaTUBax
Ans 6epeMeHHbIX MopaXkeHHbIM NI0A0M,
O MEeOMUMHCKOM pucKe ANs maTtepu K
nroga npu NpoBeAeHVMM npolenypbl ©
ap. MMaeHbIM NpUHLMNOM siBNsieTcs 406-
POBOSLHOCTb NPeHaTarnbHON AnarHocTu-
k. Tonbko Oyaywime poguTenu Brpase
pelwaTb, OMPaBAbIBAET NN reHeTUYec-
koe 3aboneBaHve npoBefeHVe MpeHa-



. AKYTCKUM MEANLMHCKAN XKYPHAT

CpaBHHUTeJIbHASI XapaKTePUCTHKA cinHouepedesisapHoii arakcun 1 (CLIA1) Tuna u Muotonu4yeckoii gucrpoduu (M/I)

. . JoctynHocth
Monorennoe Tun Bo3spact OCHOBHOH KITMHUYECKHN deHomMeH
I'en JUIS IPEHATaIbHOIO
3aboneBaHne MyTaluu MaHudecTan (henorumn AQHTHULUIIAIAN
JIHK-TectupoBanus
SCA1 (CAG)n OT130 mo 507eT, B peaxux Heiiponereneparusneiii | [Ipu nepenade JocrynHa s
CLA1 6p21.3 sKemancns | CYUAAX IOHOMIECKas dhopma, MIPOLECC, ITOPAKEHUE 10 OTIIOBCKOM MpeHaTaJIbHOMN
OTCYTCTBHE BPOXKICHHOH (hopMbI| KiIeTok Mo3xkeuka u [JHC JINHUU JIMarHOCTHKU
[IpenmyiiecTBeHHO
PCHMYILL OrpaHuyeHa Juis
Bpoxknennas, nerckas, HEPBHO-MBIIICTHBIC [Tpu nepenaue
(CTG)n . MIPUMEHEHUS B
M MD FOHOIIIECKAs, KJIaCCUYeCKas [1aTOJIOTUYECKUE NTPU3HAKH, 110 MATEPUHCKOMN .
9KCIIAHCHS HpeHaTaIbHOM
B3pociast HOpMBI MYJIBTHCUCTEMHBIE JTHHUH
JMarHOCTHKE
HapyLIeHHs

TanbHON ONarHOCTUKMN Unun npepbiBaHue
6epeMeHHOCTM MOPaXeHHbIM  MNI0A0M
[6,7].

B HacTosiLlee Bpemsa Hamu pa3paba-
TbIBAOTCA aliflopUTMbl U 3TU4ECKKne npa-
BuUnNa npeHaTaanoﬂ ANarHOCTUKM Ha OcC-
HOoBe MeXOyHapoaAHbIX AOKYMEHTOB.

Hwxe npuBogmMm crnyyav npeHaTtanb-
HOro MeaguKko-reHeTU4eCKoro KOHCynbTu-
poBaHus B ceMbsix, oTaroweHHbix CLIA 1
n M.

CLA1. pobaHd E. 8 eo3pacme 26
nem 6e3 KIIUHUYECKUX rposieneHul
amakcuu 8 rnepeoMm bpake umerna 00-
HO20 cbiHa 1992 e. poxOeHusi, cyrpye
6bI1 U3 OMSI20UWEHHOU CeMbU, SI8MScs
acumrimomamu4HbIM Hocumersrem My-
mayuu CLIA1, enocnedcmeuu y Heeo
passunacb KnuHuka 3abonesaHusi. CbiH
npobaHda eeHemu4yeckoMy mecmupo-
8aHuUK He rnodsepeasics (30ecb Moxem
6bimb criyqyali eoMo3u2omsbl 10 Myma-
yuu CLA1). o ecmynneHus eo emopoli
bpak npobaHd He 3Hama O MOM, 4Ymo
U OHa sensemcsi HocumenbHuyel My-
mauyuu, Kak ee nepsbili Myx. B 2001 e.
mMamb npobaHOa, oHa cama u ee bpam
npowrsnu  mecmuposaHue C  [1O/I0XU-
mernbHbIM  pe3yribmamom obcrnedosa-
HUsy 8cex mpoux. B daHHOM criyyae Mbl
umenu 0erno ¢ cembell, Komopas y3Hana
0 pakme Hocumernbcmea CLIA1 enep-
8ble. Mamb npobaHda e eo3pacme 50
nem ¢ HayanbHbIMU pu3Hakamu Mo3-
JKeykoeol amakcuu umerna MymaHmHbIU
eeH SCA1 ¢ yucriom CAG-nosmopos 30
(HopmarnbHas annens) — 45 (3kcrnaHcusi).
Ee doub-npobaHd 6bina acumnmoma-
muyHoU HocumernbHuyel MymaHmHo20
eeHa ¢ yucriom CAG-nosmopos — 44. Bo
emopom b6pake y npobaHOa bepemeH-
Hocmb Hacmynana 0ea pa3sa. [lepeasi
bepemeHHocmb bbinia npepsaHa meda-
6opmom Mo cobcmeeHHOMY KeraHuio,
8 MIK npobaHd He obpawanacb. Bo
8pemsi emopoli bepemeHHocmu 8 2002
2. npu cpoke 9 Hedenb npobaHd npowna
npeHamanbHoe mecmuposaHue. Pe-
3ynbmam npeHamarsnbHoU duagHOCMUKU
rnokasan Hanu4ue Mymauuu y rioda.
lMpobaHd npuHsna cobcmeeHHoe pe-

weHue o rnpepbigaHUU bepemeHHocmu
8 cpoke 10 Hedenb. B 2006 e. npobaHd
8Hosb obpamurnacb 8 MIK Ha paHHUX
cpokax bepemeHHocmu Orsl  fpeHa-
marnbHo20 mecmuposaHusi. Peaynsmam
JHK-OuazHocmuku noka3an omcymc-
meue rnamosioeu4ecKo20 annesns y rnio-
Oa. bepemeHHOoCcMb coxpaHeHa.

MO. B MIK npeHamanbHass [AHK-
OuaeHocmuka bbina nposedeHa O8yM
cecmpam, cmpadarowum MO, uz cembu
P. B cembe ML 6boneH omey, 43 nem, y
Komopoeo 3aboneeaHue Ha4yarocb 8
gospacme 25 nem: 2unoMumusi, MUOMO-
HuYyeckue sigreHusi 8 sude 3ampyOHeHuUs
pu  OMKpbIBAHUU pma, pazxKuMaHuu
nanbues pyK, cxxambix 8 Kynak, ousap-
mpusi. MonekynspHo-eeHemuyeckasi
QuazHocmuka nposodunacb 8 HUWAul®
um. [1.0.0mma e CaHkm-llemepbypee &
1998 2., 0bHapyxeHbI annesb HopMmarib-
Hoeo pa3mepa (13 CTG-nosemopos) u k-
craHcus senu4uHol 300 HyKkneomuodHbIX
CTG-noemopos memodom briom-a2ubpu-
dusayuu no Cay3epHy, 4mo coomeemc-
maeyem Knaccu4deckol ¢oopme M/ u nood-
meepxdaem Oua2HO3 MUOMOHUYECKoU
ducmpocgpuu.

Cmapuwasi cecmpa C., 20 nem. Ha-
brntodaemcsi 8 MK ¢ 14 nem. [Nepsbie
rpusHaku 6onesHu Hayanucb 8 6 nem,
Cc s8ospacmom Habrnwodaemcsi npozpec-
cuposaHue 3abonesaHusi. WHeanuod-
Hocmb ¢ 0emcmea. B 2002 2. Ha cpoke
bepemerHHocmu 14 Hedenb rnposedeHa
npeHamarneHas [JHK-OuazHocmuka MO
y nnoda: Ha mMamepuarne XOpUOHa, 8bl-
sieneHbl 08e annenu ¢ HOPMasbHbIM
qucnom CTG-noemopos 11 u 13, umo
ceudemernbscmeosarno 06 omcymcmeuu
mymauyuu e 2eHe M/[. bepemeHHoCcmb
bbina coxpaHeHa. PebeHok ocMompeH
rnocrne pPoxOeHus:, KMAUHUYecCKUe rpu-
3Haku ML omcymcmeosanu. B 2005 a.
C. obpamunacb 8 MK no nogody emo-
pou 6epemeHHocmu. [JHK-OuazHocmuka
makoxe rnokasarsna Hanu4due 08yx anneneu
¢ HopMaribHbIM Yucriom CTG-rnosmopos,
m.e. omcymcmeue namoso2u4ecku yo-
JIUHeHHO20 annens y nnoda. Takum o6-
pasom, 6orbHasi MUOMOHu4Yeckol Ouc-

mpocpueti C. poduna d08yx 300p08bIX
demedl.

Mnadwas cecmpa /1., 18 nem. [lep-
eble cumnmombl 3aboneeaHusi npPosisu-
nucb 8 10 nem. Habnwodaemcs e MK
¢ 12 nem, uHeanudHocmb ¢ demcmaea.
3abonesaHue 8 QUHaMUKe rpozpeccupy-
em, omme4yaromcsa MyribmucucmemHble
nposieneHuss M. B 2002 e. 8 cpoke be-
pemeHHocmu 12 Hederb bbina nposede-
Ha npeHamarnbHas [JHK-duaeHocmuka:
y nr10da 8bIsi8reHo Hanu4yue mosibKo 00-
Ho20 annens ¢ qucriom CTG-nosmopos
11, umo ceudemenbcmeosarno 06 yHac-
nedosaHuu HopmarnbHou annenu 11 om
omua u yO/nUHeHHO20 Mamosioau4yecKo-
20 annernsi om Mamepu, Komopblil He 8U-
3yanuauposarscs, makum o6pasom bbiro
8bISIBIIEHO HOCUMENbCMBO Mymauuu y
nnoda. lNpu KOHCynbmuposaHuUU rocrne
rnposedeHusi npeHamasnbHoU OuagHoC-
muku 6onbHoU J1. 6bi10 04eHb mpyOHO
MOHAMb  UHGhOPMayuto O Hocumerisb-
cmee mymauyuu y rnoda, mem bonee
ymo y podHoU cecmpbl M100 oka3arncs
300posbIM. B KOHe4YHoM umoee Ha ee
peweHue o rnpepbisaHuu bepemMeHHOC-
mu bornbwee enusHue, 4yem Kmo-rubo,
okazana mamb — 6epemeHHocmb Obina
npepsaHa. Cnycms 200, 8 2003 a. JI.
obpamurnacb 8 MK no nosody emopoti
bepemeHHocmu. Ha cpoke 11 Hedernb el
bbina npoeedeHa npeHamanbHas JHK-
OuazHoCcmuKa U 8HOBb C 10/I0XKUMESIb-
HbIM pe3yribmamoM Ha HOCUMEbCMaeo
MM y nnoda. lNpu KoHCynbmMuposaHuu y
b6onbHOU omMeyvanach nodaeneHHOCMb,
npu3Haku cmpecca. bonbHas npuHsna
peweHue podums pebeHka: «[Tycmb OH
bydem 6onbHOU, makol e, Kak U si».
Y pebeHka Oblniu 8bis6neHbl NpU3HaKu
8poxx0eHHoli popmbi M. B 0aHHoe 8pe-
ms1 Habrrodaemcs epyboe omcmasaHue
8 CUXOPeYye8oM Pa3sUMUU, BbIPaxeH-
Hasi MblleYHas criabocmb, cocmoum Ha
UHeanudHocmu.

[eHeTnYeckne 1 KNMHMYeckne ocobeH-
HOCTW OMUCaHHbIX Bbille 3aboneBaHui
obycnaBnuBatoT pasnuyns B OTHOLLEHUN
ceMbn K npeHaTaanoM AONarHocTukKe.
Tak, cembu ¢ M1 B cnyyae 3abonesaHusi



XKEHLLUMHblI MMEIT CYLLECTBEHHbIA PUCK
poxaeHus pebeHka ¢ BpOXXaeHHo! dop-
MOW 1 OXOTHEee cornailalrTcs Ha npe-
HatanbHoe [HK-tecTmpoBaHue (paxe
Ha MO34HUX Cpokax OepeMeHHOCTH),
Hexenn cembn ¢ CLIA1, npu koTopon
HeT BpoOXAeHHON dopmbl 6onesHn. Ho
ecnn cembst ¢ CLUA1 npuHsaina pelueHvne
poAMTb TONMbKO 300pOBOro pebeHka, To
NpPaKkTU4eCcKn HET OTKA30B OT NpeHaTarnb-
HOro TECTUPOBAHWS, MPU 3TOM KEHLLWU-
Hbl 0OpallalTCst NPEMMYLLECTBEHHO B
nepBomM TpuMecTpe 6epeMeHHOCTH, YTO
rOBOPUT O MCUXONOrMYEeCcKon MoAroToB-
TNIEHHOCTUN CEMBMW.

B Hawew npaktuke 6bin criyyan ob-
palleHns 3[0POBOM >KEHLLUMHbI, Yy KO-
TOpoM My Obin HOcuUTenem MyTauum
CLA1. OTa cembsi obpallanacb AgBax-
Obl: B NepBbl pa3 Gbino yCTaHOBMEHO,
4yTo pebeHOoK — He HocUTenb MyTauwuu,
6epeMeHHOCTb COXpaHunu; Npu BTOPOM
obpalleHnn okasanocb, 4TOo pebeHok
yHacnezoBarn naTonornyeckyro annenb
OT 0TLa, CeMbsl NPUHANA peLUeHNe npe-
pBaTb O€pPEMEHHOCTb.

MpuynHamun 0TKa30B OT NPOBEAEHMS
npeHatanbHoro [HK-tectuposaHus npu
CLA saBnsoTCcs: No3gHUiA CPoK — BTOPOM
TpumecTp OGepeMeHHOCTW, CTpeccoBas
cuTyauus, koraa bepeMeHHasa nHopmu-
pyeTcsi O CBOEM MONOXUTENBHOM TecTe
Ha CLIA v pelunTbCcst Ha NpeHaTanbHoe
OHK-TecTupoBaHune yxe ncmxonornyec-
Kn cnoxHo. MHorve monogble 6epemeH-
Hble M3 OTAroweHHbIXx cemen ¢ CLIA1
OTKasblBalOTCA OT npeHaTanbHon OHK—
OVarHoCTUKKN, Korga WM npepnaraeTtca
npecumnTomMaTnyeckoe TecTUpoBaHue,
MOTMBMPYS TEM, YTO He XOTenu Obl 3HaTb
CBOW AMarHo3 Ha JaHHOM 3Tane >XU3Hu.

Ha pelueHue cembn 0 cornacum unm
OoTKaze B MNPOXOXOEHUW [OPOLAOBOr0
TECTUPOBaHWSA BMUSKOT MHOrne obcTo-
ATENbCTBA, OCHOBHbLIMY M3 KOTOPbIX $B-
nswTCs:

— BO3pacT W obpasoBaTenbHbI ypo-
BEHb CYMNpYros;

— MMeeTCcs N B cembe Bnnskuii poac-
TBEHHUK (pebeHOoK) ¢ MaHudecTupyto-
e KnnMHuKon 3abonesaHuns;

— KTO M3 CynpyroB SIBNSIETCA HOCUTe-
neM MYTaHTHOrO reHa;

-BNsieTCcA Ny 6pak NOBTOPHbIM;

— Kakon no cyeTy pebeHoK B CeMbe
M >KeNaHHbIN NK;

— siBNsieTcd nv 3aboneBaHve No3gHo-
MaHVECTUPYHOLLMM;

—  MOparnbHO-MCUXONOrMYECKUI Knn-
MaT B CEMbE;

— UMeeTCs N NoaaepKka B CEMbe CO
CTOPOHbI NpeAcTaBuTENen cTapLuero no-
KOINEHMWS NI poaCTBEHHUKOB.

Hanpumep, B cemMbe, OTArOLEHHOW

M[, n3 koToponm 4eTBepo mnpeacra-
BUTEMbHUL, NpOoLLNN  NpeHaTanbHoe
OHK-tectupoBaHue, 6Gonbluylo ponb B
(OPMUPOBAHUM MOMNOXUTENBHOIO pen-
POAYKTUBHOTO  MOBEAEHMST  MONOAbIX
XKEHLLUMH cbirpana npeacraBuTeENbHULA
cTapLlero MoKOrMeHusi C BbICOKMM 006-
pasoBaTenbHbIM YPOBHEM U MOMb3YH0-
wascs bonblwnm yBaxkeHuem B pogy. B
pesynbrate B OaHHOW CeMbe POAUNoCh
4YeTBEpO AeTeW — He HOoCUTENeWn 4aHHOro
3aboneBaHus.

Mo Hawwmm HabnaeHUsaM, OCHOBHbI-
MW MPUYMHAMKN OTKa3a OT NMpeHaTarnbHO-
ro TECTUPOBAHUS ABMNSATCA:

— nposefeHne B nepuop GepemeH-
HOCTM MPECUMNTOMATUYECKOro TECTUPO-
BaHus;

— nnaHupyemoe uccrnegoBaHue BO
BTOPOM TpMMecTpe 6epeMeHHOCTY;

— 3anpeT cynpyra Ha MNPOXOXAeHue
na,

— BNUSIHWE poauTENEN Ha peLleHune
GepemeHHo o npoxoxaeHun UMM,

— OTCYTCTBME  AUNIIOMMPOBAHHOIO
rncuxorora B wrate MIK;

— reHeTM4eckasi HernpoCBELLEHHOCTb
HaceneHus .

XapakTepHOo, 4YTO O BO3MOXHOCTMU
HebnaronpusiTHOroO BNUSHWUA pe3yrbTa-
TOB npeHaTansHoro JHK-tectnposaHus
CaMOCTOSATENbHO MHTEPECYeTCs O4YeHb
HebomnbLLOe KONMMYECTBO OOPaTMBLLMXCS
naumeHToB. Obcnegyemble He 3agaroT
Bpayy BOMPOCOB O BO3MOXHbIX MOCINeAc-
TBUAX MpeHaTanbHOro TEeCTUPOBaHUS
n puckax npoueaypsl MO ans nnoga u
ansa 6epemeHHON. [JaHHbIA hakT oTyac-
TV MOXXHO OOBACHWUTL M30ABHA CIOXMB-
LWMMCS1  OOBEPUTENbHBIM OTHOLLUEHUEM
nawLMeHTOB K Bpauy.

B meToguueckoM nnaHe npeHartanb-
Hoe [HK-TecTupoBaHMe nroga Ha Ho-
cutenbcTBo MyTauun CLIA1 nonHocTbio
[ocTynHo B otnnuune ot M, roe aHanus
Ha HanMyMe MyTaHTHOW YANMHEHHON
annenu MOXeT faTb pe3ynbraT TOfbKO
B CEMbsiX, MH(POPMATUBHbBIX AN Mone-
KyNSIPHOrO TECTUPOBAHWS, 4YTO TaKke
co3faet onpeneneHHble CIOXHOCTM Npuy
MEeOMNKO-TEHETUYECKOM  KOHCYIbTUPOBA-
HUU. TeM He MeHee npu OBHapyXeHuu
OByX annenen ¢ HopMarbHbIM YUCIIOM
CTG-noBTOPOB BO3MOXHO WCKMOYEHME
MA.

3aknoyeHune

Takum oOpasom, npeHaTanbHoe Me-
ONKO-TeHETUYECKOE KOHCYNbTUPOBaHUe
ceMel ¢ MOHOTeHHbIMK 3aboneBaHnsMU
COMpsKEHO C npobrnemamu KnvHu4ec-
KOro, MEeTOAUYECKOro M 3TUYECKOro xa-
paktepa. Mbl BblgenseMm 3aboneBaHusi
C OWHaMUYEeCKMMM MyTauusiMu B CuUINy

1 2007 BN ALY. B

MX HanborbLUEn pacnpoCTPaHEHHOCTN B
SIKYTCKOW MOMNynsLuUM U CEPbE3HOCTU 3TU-
Yyeckux npobnem, ¢ KOTopbIMK CTankuea-
IOTCS KaK Bpayu-reHeTUKU, Tak U YneHbl
cemMel, obpaTMBLUMXCS 3a MeQULNHCKOM
nomoLublo. B Mupe npogomkatorcs avc-
KyCCUM O NMPUEMMEMOCTM NpeHaTanbHON
OMarHoCTUKM  no3gHoMaHudecTupyto-
LUMX HacneacTBEHHbIX 3aboneBaHuii C
npepbiBaHNEM MopaxkeHHoro nnoga. B
YCINOBUSIX Pa3BUTbIX TEXHOMOIIA 3anaj-
HbIX CTpaH B KayecTBe anbTepHaTUBbI
TaknM CeMbsM BCe Yalle npepraraetcs
BOCMONb30BaThCS npegbiMnaHTaum-
oHHon [HK-guarHoctukon. B Poccuun
€OVHCTBEHHbIM METOAO0M NPOMNaKkTUKM
MOHOreHHbIX GonesHen octaetcs npe-
HaTanbHas AuarHoctuka. Heobxoaumo
BblpaboTaTb OnpeaeneHHble anropuTMbl
npeHatanbHOro  MefuKO-TEHETUYECKO-
r0 KOHCYNLTUPOBAHWS, OCHOBaHHblE Ha
KINMHUYECKMX HaOMNOAEHUsSIX U MOeKy-
NSAPHO-TEHETUYECKNX  UCCReaoBaHUSIX.
CobntojeHne OCHOBHbIX BMO3TUYECKUX
MPVHLUMMNOB, W3MNOXEHHbIX B MeXayHa-
POAHbIX [AOKYMEHTax, [AOSMKHO ocTa-
BaTbCsl obsizatenbHbiM. OgHako npea-
CTaBnsieTCsl BO3MOXHbIM BblpaboTaTb
cobcTBEHHbIE GMO3TMYECKMe MpaBuna,
afanTupoBaHHble K pernoHanbHbIM 1
HaUWOHanbHbIM 0COBEHHOCTSAM.
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