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B cmambe ompaxkeHbl cospeMeHHbIe OaHHbIe O PacrpPOCMpPaHEHHOCMU, KIIUHUKE, OuagHOCMuUKe, 8 mOM qucrie rnpeHamarsnbHoU
U HeoHamarnbHoU, Yauwje ecmpedarowuxcs HacrnedcmeeHHbIx 3abonesaHull, Cpokax rnposedeHus1 uccredosaHull 0551 npeHamarsbHoU
OuasHOCMUKU U mpakmoeka nosy4YeHHbIx 0aHHbIX. [lpedcmasneHsbl makxe 0aHHbIe 0 NPUHYUNax mepanuu HacnedcmeeHHbIX 6ores-
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Hereditary diseases at children

In article modern data about prevalence, clinic, diagnostics, including prenatal and neonatal, more often meeting hereditary dis-
eases, terms of carrying out of researches for prenatal diagnostics and interpretation of the received data are reflected. Data about

principles of therapy of hereditary illnesses are presented also.
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HacnencteeHHble 6one3Hn — 3aboneBaHusi, BO3HUKHOBEHMWE
1 pa3BUTUE KOTOPbIX CBA3AHO C U3MEHEHUsIMU (MyTauusimMu) re-
HeTuuyeckoro matepuana. B 3aBucvmocTv oT xapaktepa MyTauuin
BbIJENST MOHOrEHHbIE HacneACTBEHHbIE, XPOMOCOMHbIE, MUTO-
XoHApuanbHble 1 MynsTudgakTopuaneHele 6onesnun (E.K. MHTep,
2003). OT HacneacTBEHHbIX 3aboneBaHWn crneagyeT oTNnYaTh BpOX-
[AeHHble 3a6oneBaHusi, KOTopble 06yCrnoBeHbl BHYTPUYTPOGHBIMU
NOBPEXOEHVAMW, BbI3BAHHLIMW, HAaNpumep, MHdekumen (cucpunuc
UM TOKCOMNa3Mo3) Unu Bo3AeCTBMEM UHbIX MOBpeEXaatoLLmX dak-
TOPOB Ha Nnof BO BpeMsi 6epeMeHHOCTH.

Mo AaHHbIM BO3, 5-7% HOBOPOXAEHHBIX MMEKOT pasnuyHyto
HacneaCcTBEHHYO NaToNoruto, B KOTOPOWM MOHOreHHble (OpMbI CO-
ctaBnsaT 3-5%. Ynucno 3aperncTpMpoBaHHbIX HacneacTBEHHbIX
6onesHen (HB) noctosHHo pacTteT [1, 2, 3, 8]. MHOrmne reHeTnye-
ckv 0BycroBrneHHble 3a6oneBaHns NPOSsIBNSIOTCS HE cpa3y rnocne
poXaeHus, a CnycTsl HEKOTOPOE, MOPOK BECbMa Aosroe, BpeMsi. Hu
ofHa BpayebHas crneumanbHOCTb He MOXeT 06oMTUCE 6e3 3HaHW
OCHOB MEe[MLMHCKOW reHEeTMKM, TaK Kak HacneacTBeHHble Gones-
HW MopaxalT BCe OpraHbl U CUCTEMbI OpraHoB Yenoseka [1, 3,
7, 10]. KntoyeBblM MOMEHTOM MeOULMHCKON FreHETUKM SBMSIETCA
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pa3pa60TKa MEeTOAO0B ANArHOCTUKK, NeYeHna n I'IpOCbI/IJ'IaKTI/IKM Ha-
cnencTBeHHbIX GonesHen Yenoseka.

HacnedcmeeHHbie 60ne3HU umerom ceou ocobeHHocmu:

1. HB yacto HocaT cemeinHbIn xapaktep. B To xe Bpems Ha-
nuune 3aboneBaHns TOMbKO Y OAHOTO M3 YNEHOB POAOCIIOBHOM
He UCkIoYaeT HacneaCcTBEHHOIO XxapakTepa aTon 6onesHu (HoBast
MyTaumsi, MOsIBNIEHVE PeLECCMBHON rOMO3UTOThI).

2. Mpun HB B npouecc BoBnekawTcsa cpasy HECKOSbKO OpraHoB
N cucTem.

3. Ona HB xapakTepHO nporpeccupytoLlee XpoHUYecKoe Te-
YeHue.

4. MNpwn HB GbiBalOT peako BeTpedvarwmecs cneumdunyeckue
CUMNTOMbI UMW UX COYETaHMWs: ronybble cknepbl rOBOPAT O HECO-
BEPLUEHHOM OCTeoreHe3e, NoTeMHEHNe MOYM Ha neneHkax — 06
ankanToHYpWU, MbILLMHBIA 3anax — 0 PEHUNKETOHYPUN 1 Ap.

ATnonorusa HacneacTBeHHbIX 6GonesHen
OTuonornyecknmn akTopamm HacneacTBeHHbIX GonesHen
SBMSIOTCS MyTauun (M3MEHeHUs1) HacneaCTBEHHOroO Matepuana.



‘7 (39) HOs16pb 2009 T.

23

MyTaumw, 3aTparmBatoLme BeCb XpPOMOCOMHbI Habop 1nu oTaenb-
Hble XPOMOCOMbI B HEM (MOMUMIOUANM N aH3yNIiouamn), a Takke
y4acTKu XpOMOCOM (CTPYKTYpHble NEPECTPONKN — Aeneuun, UH-
BEpCUW, TpaHCnokauum, Aynnukaumnm 1 T.4.) NPUBOAST K pa3BUTUIO
XPOMOCOMHBbIX 6onesHen. Mpu XxpoOMOCOMHBIX BONEe3HsAX HapyLua-
eTcs cbanaHcpoBaHHOCTL Habopa reHoB, YTO MOXET MPUBOAUTH
K BHYTpUYTPOOHOW rmbenu asM6proHOB 1 NNOAO0B, BPOXAEHHBIM MO-
pokam pasBUTUS 1 APYTM KMMHUYECKUM NposiBrieHnsiM. Yem 6onb-
LLe XPOMOCOMHOrO MaTepuara BOBMe4YeHO B MyTaLuio, TeM paHb-
e nposiensieTcs 3aboneBaHne 1 TeM 3HaYUTeNbHEE HapyLUEHUSI
B pM3NYECKOM M NCUXMYECKOM pa3BUTUM MHAMBMAYYMA. M3BecT-
HO okono 1000 TMNOB XPOMOCOMHbIX HapyLUeHWI, BbIABNAEMbIX
y Yenoeka. XpoMOCOMHble 3aboneBaHns pedko nepeatTcs oT
poauTenen K AeTSM, B OCHOBHOM 3TO Cry4aiHO BO3HUKLLAsS HOBast
MyTauus. Ho okono 5% ntogewn asnsaTca HocutensiMm cbanaHcu-
pOBaHHbIX U3MEHEHWIA B XPOMOCOMaX, NO3ToMy npu Gecnnoamu,
MEPTBOPOXAEHNSAX, NPUBLIYHOM HEBbIHALUMBAHUW UMW HanMuuu
B ceMbe pebeHka C XpOMOCOMHOW naTonornen HeobxoaMmo nccre-
[0BaTb XPOMOCOMbI Kaxxgoro u3 cynpyros [3, 8]. FfeHHbiMK Bones-
HsAMW Ha3biBaloTCst 3aboneBaHusi, 06yCrnoBreHHblE M3MEHEHUAMU
cTpyKkTypbl Monekynbl AHK (reHHble myTauun).

MoHoreHHble 3aboneBaHus (COBCTBEHHO HacneacTBEeHHbIe 3a-
6oneBaHns) — PeHOTUMUYECKN FeHHble MyTauMu — MOryT npo-
ABNSATBCA HA MOMEKYNSPHOM, KNETOYHOM, TKAHEBOM, OpraHHOM
1 OpraHN3MeHHOM YPOBHSIX.

MonwureHHble 3abonesaHuns (MynbTUdakTopuanbHbie) — 6ones-
HW C HacneAcTBEHHOW NpeapacnonoXeHHOCTbo, 06ycrnoBneHble
B3aUMOAENCTBUEM HECKOMbKUX (MM MHOTUX) reHoB 1 hakTopoB
OKpy>atoLLel cpeabl.

Bknap HacneacTBeHHbIX U BPOXAEHHbIX 6onesHer B MnageH-
YeCKyHo 1 eTCKYI0 CMEPTHOCTb B Pa3BUTbIX CTpaHax (Mo matepua-
nam BO3) Benuk [1, 3, 8, 11, 12]. Cpeau rmaBHbIX NPUYMH CMEPTU
B Bo3pacTe Ao 1 roda Aons nepuHaTtasnbHbIX (hakTopoB cocTaB-
nsaet 28%, BpoXaeHHble U HacneacTBeHHble 6onesHn — 25%,
CMHAOPOM BHe3anHon cmeptu pebeHka — 22%, nHdekumm — 9%,
apyrme — 6%. masHbIMW NpUYnMHamMn cmepTy B BospacTte oT 1
roga Ao 4 net ABNATCA HecyacTHble cnyyau (31%), BpoxaeHHble
W HacneacTBeHHble 6onesHu (23%), onyxonu (16%), uHdekumnm
(11%), apyrve (6%).

[okazaHa 3HauuTenbHas posb HacneaCcTBEHHON Npegpacnorno-
YKEHHOCTW B BO3HWKHOBEHWM LUIMPOKO pacnpoCcTpaHeHHbIx 6onesHen
(6onesHb xenyaka v ABeHaaLaTUNEPCTHOM KULLIKW, 3CCeHUManbHas
rMnepTeHsusi, uwemuyeckas 6onesHb cepaua, s3BeHHbIE NCopu-
a3, 6poHxmanbHasi actmMa u ap.). lMoatomy Ans npounakTukn
1 neyeHns aTux GonesHeln HeobXxoaNMO 3HaTb MEXaHU3Mbl B3au-
MOAENCTBNA CPEAOBbIX M HAacneACTBEHHbIX (DakTOpOB B UX BO3-
HVWKHOBEHMWW 1 PasBUTUN.

HacnepncteeHHble 6one3Hn anutenbHoe Bpemsi He noafasa-
NIMCb NEYEHUIo, a ANHCTBEHHBIM METOAOM NPOoUNaKkTku bbina
pekomMeHOaumst Bo3aepxaTbCsl OT AeTOpoXAeHUsi. DT BpemeHa
npownu. CoBpeMeHHas MEAULIMHCKAs reHETKAa BOOPYXuna Kiu-
HUUUCTOB METOAaMu paHHen, LOCMMMITOMHOWN (LOKITMHUYECKON)
1 faxe npeHaTanbHOM ANarHOCTUKM HacneACTBEHHbIX GonesHei.
MHTEHCUBHO pa3BrBatOTCS U B HEKOTOPbIX LIEHTPaX Y>Ke NPUMEHs-
t0TCA METOAbI NPEMNNaHTaLUOHHOW (A0 MMNaHTaLuuM 3apoabiLla)
ANarHoCTUKM.

Celyac cnoxunacb CTporHas cuctema npodunakTMkvM Hacnea-
CTBEHHbIX GonesHen: MeAUKO-TeHETUYECKOE KOHCYNBTUPOBaHWE,
NpeKoHLeNUMoHHasn NpodunakTuka, npeHatanbHas guarHocTuka,
mMaccoBasi AnarHoCcTUka y HOBOPOXAEHHbIX HacneaCTBEHHbIX 6o-
nesHen obmMeHa, nogaaroLwmnxca ANETUYECKOW U NeKapCTBEHHON
KOppeKuMn, aucnaHcepu3aums 60mbHbIX U YNeHOB UX cemeit. BHe-
ApeHNe 3TON cuCTeMbl 06ecrneymBaeT CHMKEHWNE YacToTbl poXae-
HUS1 AeTEN C BPOXXAEHHLIMU MOPOKaMU Pa3BUTUS U HAacneaCTBEH-
HblMK 6onesHamu Ha 60-70%.
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MoHozeHHbie 6one3Hu (MB), unu 2eHHble (mak ux Ha3blearom 3a
pybexom) 3abonesaHusi. B ocHoBe MB nexar eguHWYHbIE reHHble
UNN ToukoBble MyTaumm. MB cocTaBnsiloT 3HAYUTENBHYHO OO0
HacneacTBEHHOM NaToMNoOrnmn U HacYUTbIBatOT ceroaHs 6onee 4500
3aboneBaHuii. Mo AaHHbIM NUTEPaTypbl, B pa3HblX CTpaHax OHW Bbl-
agnatoTtca y 30-65 pgeteri B pacyete Ha 1000 HOBOPOXAEHHBIX, YTO
cocrasnsieT 3,0-6,5%, a B CTpykType obLieri CMepTHOCTU AeTen 0
5 net Ha ux ponto npuxoamntcs 10-14%. 3abonesaHns MHorouucne-
Hbl U OTNIMYAIOTCS BbIPAXXEHHBIM KITMHUYECKUM NOMMOPU3MOM.
[eHHble Gone3Hn valle BCero NposiBMSOTCA HacneACTBEHHbIMU
nedekramu obmeHa BelecTB — bepmeHTonatuamm. OgHa u Ta xe
reHHasi 6onesHb MoxeT 6bITb 06ycrnoBneHa pasHbiMM MyTaLUsIMU.
Hanpumep, B reHe mykoBucumgosa onucaHo cebiwe 200 Takmx
MyTauun, B reHe peHunketoHypun — 30. B HeKoTopbIX criydasx
MyTauumM B pa3HbIX YacTsX OQHOrO reHa MoryT NpYMBOAWTL K pas-
NNYHbIM GonesHsim (Hanpumep, myTtaumm RET-oHKkoreHa).

MaTonornyeckne MyTaumm MOryT peanunsoBbiBaTbCs B pasHble
nepuoabl oHToreHesa. bonbluas YacTb UX NPOABNSETCA BHYTPU-
yTpobHO (8o 25% BCen HacneacTBEHHON naTonoruu) u B Aony-
6epraTtHoM BospacTe (45%). Okono 25% naTonornyeckux MyTtaumm
nposBNAoTCA B Ny6epTaTHOM 1 IOHOLLECKOM Bo3pacTe, U nuLb 10%
MOHOreHHbIX 6onesHen pa3smBatoTcsl B Bo3pacTe ctapiie 20 ner.

BellecTtBa, HakannueatoLmMecs B pesynsrate OTCYyTCTBUS UNN
CHWXEHWS1 aKTUBHOCTU (hePMEHTOB NGO caMmn OKa3blBatOT TOKCU-
Yeckoe Jenctaune, NGO BKMHOYAOTCS B LIENU BTOPUYHBLIX OOMEHHbIX
NpoLIeCCoB, B pe3yrbraTe KOTopblX 06pa3ytoTcst TOKCMYECKME Npo-
AykTbl. Obwas yactota reHHbIX 6onesHen B nonynaumsax nogen
cocTaBnsiet 2-4%.

leHHble 6one3Hn KnaccuuUMpyTCS: COracHo TUnam Hacne-
[OBaHUS (ayTOCOMHO-4OMUHaHTHbIE, ayTOCOMHO-PELECCUBHbIE,
X-cuenneHHble JOMUHAHTHbIE U T.4.); MO XapakTepy MeTtabonu-
yeckoro gedekta — HacneacTBeHHble 6onesHn obmeHa — HBO
(6one3Hn, cBsi3aHHbIE C HapyLLEeHWEeM aMUHOKMUCITOTHOTO, YrieBoa-
HOrO, NMMNMAHOrO, MMHEPanbHOro 06MeHOB, 0BGMeHa HYKNENHOBBLIX
KWUCMOT v Ap.); B 3aBUCUMOCTU OT CUCTEMbI UM OpraHa, Hanbonee
BOBMEYEHHOrO B NATONOMMYecknin npowuecc (HepBHble, rMasHbIe,
KOXHblEe, SHOOKPUHHbIE 1 Ap.).

Cpedu HEO ebidensom:

— bBonesHn aMuMHokMcnoTHoro obmeHa (®KY, TmpoanHos, an-
KanToHypusl, NENUNHO3 1 Ap.);

— 6onesHu yrneBogHoro obmeHa (ranakto3emusi, FUKOreHo3bl,
MyKononmcaxapuaosbl);

— BonesHn NopduprHOBOro 1 GUNMpyBbuHOBOro odmMeHa (CuH-
apombl XKunbbepa, Kpurnep-Hanspa, nopdpupun n gp.);

— 6bone3Hn OGuocuHTE3a KOpTUKOCTepouaoB (agpeHo-
reHuTanbHbI CUHAPOM, TMMNOanbA0CTEPOHU3M U Ap.);

— 6onesHn NyprHOBOro 1 NpamMnanHoBoro obmeHa (opoToBast
aumpypusi, nogarpa v ap.);

— 6onesHn nunugHoro obmeHa (3cceHumnanbHble ceMeiHble
NMNWAO3bI, FAHMNO3MAO3bI, chuHroNUNUAo3bl, Lepebpo3naosb
v Ap.);

— BonesHu apuTpoHa (aHeMust DaHKOHMU, reMoNUTUYECKUe aHe-
MUK, 4eduumnT rko30-6-pocdaraerngporeHassl 1 ap.);

— BonesHn obmeHa metannos (6onesHn BunbcoHa-KoHoBanoea,
MeHkeca, cemeliHbI Nepuoanyeckuin napanuy n ap.);

— BonesHn TpaHcnopTta cuctem novek (6onesHb ae ToHn-febpe
-daHKoHK, TyBynonaTtum, BUTamvH D-pe3ncTeHTHbIN paxuT v ap.).

XPOMOCOMHbIMK BOne3HsiMU (XPOMOCOMHbLIMU CUHOPOMaMM)
Ha3bIBaOTCS! KOMMNMEKCbl MHOXECTBEHHbIX BPOXAEHHbIX NMOPOKOB
pa3BUTUS], BbI3biIBa€MbIX YUCIIOBLIMU (FEHOMHbIE MyTauuu) unu
CTPYKTYPHBIMU (XPOMOCOMHblE abeppaunmn) U3BMeHeHUsIMU Xpo-
MOCOM, BUOVMbIMU B CBETOBOW MUKPOCKON.

XpomocomHble abeppauun 1 USMEHEHWST KONUYECTBa XPOMO-
COM, KakK U reHHble MyTaLummn, MOryT BO3HMKaTb Ha pasHbIX aTanax
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pa3BuTKs opraHnama. Ecnv oHu Bo3HMKaloT B raMeTax poguTenei,
TO aHomanus Byaet HabnoaaTbes BO BCeX KieTkax passuBatoLLe-
rocs opraHuama (MonHbIi MyTaHT). Ecnn aHoManusi Bo3HuKaeT
B npouecce aMBpuoHanbHOro passuTus npu ApobneHnn 3urotbl,
kapvotun nnoga 6yaet mo3anyHbiM. Mo3anyHble opraHn3mbl Mo-
ryT cogepXaTtb Heckonbko (2, 3, 4 n bonee) KNETOYHbIX KITOHOB
C pa3nuyHbIMU KapuoTunaMmu. JTo SBNEHNE MOXET COMPOBOXAATb-
€1 MO3auLM3MOM BO BCeX MO0 B OTAENbHbBIX OpraHax 1 cucTemax.
MpW He3HauYMTENbHOM KONMMYecTBe aHOMaIbHbIX KIETOK heHOTU-
nMyeckne NPosIBNEHUst MOTyT He 06HapyXXMBaTbCS.

OTronormyeckMmm hakTopamm XpoOMOCOMHOW NaTonorum sBns-
0TCS1 BCE BMbl XPOMOCOMHbIX MyTaLui (XpoMOCOMHble abeppa-
L) M HEKOTOPbIE FrEHOMHbIE MyTaLun (MU3MEeHeHMUs Yncna Xpomo-
coM). Y yenoBeka BCTPeYatoTCs TOMNbKO 3 TUMA F’eHOMHbIX MyTaLWii:
TeTpannonaus, Tpunnonans u aHeynnonams. 13 Bcex BapuaHToB
aHeynnovaui BCTPEYarTCsl TONbKO TPUCOMMU MO ayTocoMam, No-
JIMCOMMUM MO NONOBbLIM XpPOMOCOMaM (Tpu-, TETPa- U NeHTacommm),
a 13 MOHOCOMUIA — TONbKO MOHOCOMUSE X.

Y yenoBeka o6GHapyXeHbl BCE TUMbl XPOMOCOMHbIX MyTaLui:
Aeneumu, Aynnvkaumm, MHBepcumn 1 TpaHcnokauuv. feneuus (He-
XBaTka y4yacTka) B OQHOWM 13 roOMOSOrMYHbIX XPOMOCOM O3Ha4aeT
YacTMYHY0 MOHOCOMMIO MO 3TOMY y4acTKy, a Aynnukaums (yaBoe-
HYe yyacTka) — YaCTUYHYHO TPUCOMMIO.

XpomocoMHble 6one3HN y HOBOPOXAEHHbIX AETEN BCTPeYaloTCs
C yacToTon npumepHo 2,4 cny4vaa Ha 1000 pogmBLumxcs. bonb-
LUMHCTBO XPOMOCOMHbBIX aHoManui (nonuniouaunu, rannougum,
TPMUCOMUM MO KPYMHBIM XPOMOCOMaM, MOHOCOMUIA) HECOBMECTUMbI
C XXU3HbO — 3MOPUOHBI 1 NNOAbl ANMMUHUPYIOTCS 13 OpraHu3Ma
mMaTepy B OCHOBHOM B paHHMe Cpoku 6epeMeHHOCTU.

XpOMOCOMHbIE aHOManuM BO3HUKAKOT U B COMATUYECKUX KNeT-
Kax ¢ YacTtoTon okono 2%. B Hopme Takune KneTkn anMMUHUpYTCS
MMMYHHOW CUCTEMOM, ECIN OHW NPOSBNSAOT cebst vyxxepogHo. Oa-
HaKo B HEKOTOPbIX Cryyasx (aKTMBaLMsi OHKOrEHOB) XPOMOCOMHbIE
aHoManum MoryT BbITb MPUYKNHON 3110KaYeCTBEHHOTO pocTa. Hanpu-
Mep, TpaHcrokauus mexay 9-n u 22-ii XxpoMoCoMaMu Bbi3blBaET
XPOHNYECKNI MUENONENKO3.

O6wum agnsa Bcex hopM XpOMOCOMHbIX BonesHen asnseTcs
MHOXECTBEHHOCTb MopaxeHusl. TO YepenHo-NuLeBble Nopaxe-
HUS1, BPOXKAEHHbIE NMOPOKM Pa3BUTUSI CUCTEM OpraHoB, 3aMereH-
Hble BHYTPUYTPOGHbIE 1 MOCTHATarbHbIE POCT U pa3BUTUE, OTCTa-
BaHWE B NCUXMYECKOM Pa3BUTUM, HapyLLUEHWUST DYHKLMIA HEPBHOWM,
WMMYHHOW 1 9HOOKPUHHON CUCTEM.

deHoTUNMNYECKNe NPOSIBMNEHNS XPOMOCOMHbIX MyTaLui 3aBUCAT
OT cregyoLwWwmx rmasHbIX hakTopoB: 0COBeHHOCTeN BOBIIEYEHHOM
B aHOMarnuio Xpomocombl (cneunduryeckmin Habop reHoB), Tuna
aHoManuu (TpUcomusi, MOHOCOMMS, MOJTHas, YacTUYHast), paamepa
HegocTawoLwero (MpY 4YacTU4YHOW MOHOCOMMUM) UNKN U3BLITOYHOTO
(Npn YacTMYHOM TPUCOMUM) FrEHETUYECKOTO MaTepuana, cteneHu
MO3aM4YHOCTK opraHu3ama no abeppaHTHbIM KneTkam, reHoTuna
opraHuama, ycroBuii cpefibl. B HacTosiLee BpeMsi BbISICHUNOCh, UTO
npyu XpOMOCOMHBIX MyTauusix Hanbonee cneunduyHble Ans TOro
UM MHOTO CUHAPOMA MPOSIBNEHUs1 06ycnoBneHbl 3MEHEHUAMU
HeGonbLUMX Y4acTKOB XpOMOCOM. Tak, cneundunyeckme CMMnTo-
Mbl 6one3Hn [layHa o6HapyXmMBatTCs Npu TPUCOMUM HEBOMbLLIOTO
cerMeHTa AnMHHOro nneya 21-n xpomocomel (21922.1), cuHgpoma
KoLLaYbero Kpuka - Npy Aeneumnn CpeaHen 4acTu KOpoTKOro nieya
5-n xpomocomsl (5p15), cuHapoma dpBapaca — npy TpUcomum
cerMeHTa ASIMHHOrO nreYa XpoMOCOMbI

OKoOHYaTenbHbIN AnarHo3 XPOMOCOMHbIX 6onesHel yctaHaBnu-
BaeTCs UMTOreHeTU4eckuMn MeTogamm.

Tpucomuu. Hanbonee yacTo y HYenoBeka BCTpeYaTCs TPUCO-
Mum no 21-n, 13- n 18- nape XxpoMOCOM.

CuHapom (6bonesHb) fayHa (CO) — cuHgpom Tpucomum
21 — camas Yactas popma XpOMOCOMHOM NAaTONornM y Yenoseka
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(1:750). LiutoreHetnyeckn cuHgpom [layHa npeacraBneH npocTomn
Tpucomunen (94% cnyvaes), TpaHCNOKaLUMOHHON hopmolt (4% ) nnu
Mo3anum3amoM (2% cnyyaes). Y Manb4MKoOB U AeBOYEK NaTonorns
BCTpEYaeTCsl 0AMHAKOBO YacTo.

[ocToBepHO ycTaHOBMNEHO, YTO AeTu ¢ cuHapomoM [ayHa
Yalle poXxAaalTcsl y NOXUNbIX poauteneit. BoaMoXHOCTb BO3HMK-
HOBEHUsI MOBTOPHOro criyvasi 3aborneBaHusi B CeMbe C TPUCOMMU-
en xpomocomsbl 21 coctaensieT 1-2% (C BO3pacToM MaTepu puck
yBenuuuaaetcst). Tpy YeTBEPTU BCEX CryYaeB TPaHCMOKaLMWi npu
6onesHn fayHa obycnosneHbl myTaumen de novo. 25% cnyyaes
TpaHCroKaLumm HOCSAT CEMEVHbIV XxapaKTep, Mpy 3TOM BO3BpaTHbIN
puck ropasgo Boiwe (40 15%) 1 BO MHOrom 3aBMCUT OT TOrO, KTO
n3 poamTenei HeceT CUMMETPUYHYIO TPaHCNOoKaLMo 1 Kakas 13
XPOMOCOM BOBreYeHa.

[nsa 60nbHbIX XapakTepHbl: OKPYrnon hopMbl rorioBa ¢ ynso-
LLEHHBIM 3aTbINKOM, Y3KuiA 106, LIMPOKOE, NMOCKOEe NULO, TUMUYHbI
3MNWKaHT, rMnepTenopmaM, 3anasLuas CrnHKa Hoca, KOCOWN (MOHro-
NovaHbIN) paspes rmasHblx Wwenen, natHa bpywdunsaa (ceetnble
NSATHA Ha pagy»Ke), ToncTble rybbl, yTONLWEHHbIN A3bIK C rNy6okuMmn
©0opo3gamu, BbICTynatoLWmUn N30 pTa, ManeHbKMe, oKpyrnomn dgop-
Mbl, HU3KO PacnonoXeHHble YLUHble PaKOBWHbI CO CBUCAIOLLUM
3aBWUTKOM, Helopa3BUTasi BEPXHSISI YENOCTb, BbiCOkoe Hebo, He-
npaBunbHbIA pocT 3y60oB, KOPOTKast Lest.

3 NopokoB BHYTPEHHUX OpraHoB Havbonee TUNWUYHbLI MOPOKM
cepaua (aedeKTbl MexokenyaoyKoBOM U MeXnpeacepaHon nepe-
ropogok, gnbpoanacTos 1 Ap.) u OpraHoB NULLEeBapeHus (aTpeanst
ABeHaauaTunepcTHOM K1LWkK, 6onesHb MpwinpyHra n gp.). Cpegu
6onbHbIX ¢ cnHgpomom [layHa ¢ 6onee BbICOKOM 4acTOTOW, YeMm
B NOnynsiuuu, BCTPEYaloTCs Cryyan nemkeMun n runoTupeosa.
Y ManeHbkux feTen pe3ko BblpakeHa MbllieyHasi TMnoToHuMS,
ay feTel cTapLiero Bo3pacTa YacTto obHapyXmBaeTcsl kaTapakTa.
C camoro paHHero Bo3pacta 0TMeYaeTcs oTCTaBaH1e B yMCTBEH-
Hom pa3suTun. CpegHee 3HadyeHune |Q coctaensiet 50, HO valle
BCTpeYaeTcsl yMepeHHas 3aepka ymcTBeHHoro passutus. Cpea-
HS1S1 NPOAOMKUTENbHOCTb XU3HWU Npy cuHApomMe [layHa 3HauuTenb-
HO Hmxe (36 neT), 4eM B nonynsumu.

CuHpgpowm Martay (CM) — cuHgpom Tpucomumn 13 — BCTpeya-
etca ¢ yactoTton 1:7000 (c yyeTom MepTBOpOXAEHUIA). MimetoTca
ABa LMTOreHeTU4Yecknx BapmaHTa cuHapoma Matay: npocrtas Tpu-
comMus 1 pobepTCoHOBCKas TpaHcnokauns. 75% cny4vaes Tpuco-
MUK XpoMOoCoMbl 13 0BycnoBneHbl NosBReHneM AONONHUTENBHON
xpomocombl 13. Mexay 4acToTon BO3HUKHOBEHUSI cMHApoma MNartay
1 BO3pacToOM MaTepu MpOCrexXunBaeTcsl 3aBUCUMOCTb, XOTSI U Me-
Hee cTporas, 4em B cny4vae 6onesnn [ayHa. 25% cnyyaes ClN —
CneAcTBMe TpaHcnoKaummn ¢ BoBrieYeHnem xpoMocom 13- napbl,
B TOM YuMCIie B TPEX U3 YeTbIpexX Takux criyyaeB MyTauusi de novo.
B yeTBepTM criyyaeB TpaHcnokauusi ¢ BOBNEYEHWEM XPOMOCOM
13- napbl UMeeT HacNeACTBEHHbIN XapakTep C BO3BPATHbIM pu-
ckoM 14%.

Mpun CI HabntogatoTca Taxenble BPOXAEHHbIE NOpoku. Oetn
¢ cuHapomom [laTtay poxpatoTcs C Maccol Tena HuKe HOPMbI
(2500 r). Y HuX BbISABNAOTCA: yMEepeHHasi Mukpouedanus, Hapy-
LeHne pa3BuUTUA pasnuuHbix otaenos LIHC, HM3KuiA cKoLeHHbIN
1n06, CyXXeHHble MMasHble Lenu, paccTosiHue Mexay KOTOpbIMU
yMeHbLUEeHO, MUKpodTaneMusi u konoboma, NOMyTHeHWe poro-
BMLUbI, 3anaBLuas nepeHocuua, LMPOKoe OCHOBaHWe Hoca, Ae-
(hOPMMPOBaHHbIE YLUIHbIE PAKOBWHBI, pacluenHa BepxHew rybbl
1 Heba, nonnaakTUnusi, PrNekCopHoe NOMNOXEHNe KUCTEN, KOpoTKast
wes.

Y 80% HOBOPOXAEHHbIX BCTPEYalOTCS NMOPOKM pa3BUTUA cepaLia:
AedeKTbl Mexokenyqo4KoBON 1 MexnpeacepaHoOn Neperopook,
TpaHcno3uuun cocynos n ap. HabniogatTtca hpunbpokMcTosHble
N3MeHeHNs1 NoAXenyao4YHON Xernesbl, 406aBOYHbIE CeneseHkK!,
3aMBpuoHanbHas nynovHas rpbixa. Moyku yBenuyeHsl, MMetoT no-
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BbILLEHHYIO ONBYaTOCTb U KUCTbI B KOPKOBOM CIlO€, BbISIBMSIKOTCS
MOPOKU pa3BUTUSI NMOMNOBbLIX opraHoB. [insa Cl xapakTepHa 3agepx-
Ka YMCTBEHHOrO pa3BuTUsi. BonbLUMHCTBO 60MbHBIX C CUHAPOMOM
Matay (98%) ymupatoT B BO3pacTe A0 rofa, OCTaBLUMECH B XMBbIX
cTpagatoT rnybokon namotmen.

CuHapom 3aBappaca (C3) — cuHgpom Tpucommm 18 — BCTpe-
Yyaercs ¢ YactoTtou npumepHo 1:7000 (c y4eTom MEPTBOPOXOEHWUI).
OeTun ¢ Tprcommeli 18 valLe poxaaroTcs y NOXUbIX MaTepen, B3an-
MOCBSI3b C BO3pacTOM MaTepyu MeHee BblpaXxeHa, YeM B cryyasix
TprMcoMmmn xpomocombl 21 1 13. [ns xxeHLWwmH ctaple 45 net puck
poauTb 6onbHoro pebeHka coctasnset 0,7%. LintoreHetnyeckm
cMHApOM SaBaphca npefcrtasneH npocton Tpucommnen 18 (90%),
B 10% cnyyaeB HabntogaeTca mo3anumam. Y AeBOoYEK BCTpeyaeTcst
3HaAUNUTENBHO Yalle, YeM Y Marb4yMKOB, YTO CBA3aHO, BO3MOXHO,
¢ 6orbLLUeN XN3HECTONKOCTbIO XKEHCKOro opraHuama. [letu ¢ Tpuco-
Muer 18 poxaaroTcsa C HU3KMM BeCcoM (B cpegHeM 2177 1), XoTS Cpo-
kv 6epeMeHHOCTN HopMarbHbIe UK Aaxe NPEeBbLILLAT HOPMY.

deHoTUNMYECKNE NPOSIBNEHNS cuHapoMa daBapaca MHOro-
o6pasHbl: YacTo OTMeYaloTCsl aHoManMm MO3roBoOro U NULEBOro
Yyepena, MO3roBol Yepen gonuxouedanmyeckon hopMbl, HUKHASA
YercTb U POTOBOE OTBEPCTUE MareHbkue, MasHble LWenum y3kme
1 KOPOTKME, YLLIHbIE PaKOBWHbI A4EPOPMMPOBaHbI U B MOAABMSIOLLEM
6onbLUMHCTBE CyYaeB pacnonoXeHbl H3KO, HECKOMBbKO BbITSHYTbI
B FOPWU3OHTanNbHOWM NMOCKOCTM, MOYKA, @ YacTo U KO3eNoK OTCyT-
CTBYIOT; HApPY>KHbI CITyXOBOW NPOXOA, CYXXeH, MHOrAa OTCYTCTBYET,
rpyavHa KkopoTkas, n3-3a yero mexxpebepHble NPOMeXyTKM YyMeHb-
LUEHbI U rpyaHast KreTka Wype 1 Kopoye HopMarnbHOW, aHoMarnbHoe
pa3BuTME CTONMbI: MATKA Pe3KO BbICTYMaeT, CBOA NpoBUcaeT (cTona-
kayanka), 6onbluoi nanew yTOMNWEH U YKOPOYEH; OTMeYalTcs
MOPOKM cepaLa M KPYMNHbIX COCYA0B: AedeKT MeEXKenyno4KoBon
Neperopozku, annasum ogHoON CTBOPKY KranaHoB aopTbl U NErO4HOM
apTepuu, rMnonnasns Mo3xeyka 1 Mo3ofMCToro Tena, UsMeHeHus!
CTPYKTYP ONUB, Bblpa)keHHasi yMCTBEHHAs OTCTarnoCTb, CHUXEHWE
MbILLEYHOrO TOHYCa, Nepexoasilee B NOBbILLEHNE CO CMAaCTUKON.

MpoaoMmKUTENBHOCTL XU3HU AeTel ¢ cuHApPOoMOoM JaBapaca
HeBenvka: 60% geren ymupatoTr B Bo3pacte Ao 3 Mec., 4o roga
[AOXUBAET NULLb OAWH peBEeHOK 13 AeCsTW; OCTaBLUMECS B KMBbIX —
rny6okme onurodpeHsbl.

CuHgpowm Tpucomum X. Yactora BctpedaemocTtu 1:1000. Ka-
puotun 47, XXX. B HacTosiLLee BpeMs UMEKTCSA onnucaHus TeTpa-
n neHtocommin X. Tpucomusa no X-xpomMocome BO3HWKaET B pe-
3ynbTaTe HepacxoXaeHusi MONoBbIX XPOMOCOM B MeN03e Unu npu
nepBOM AefneHUN 3UroThbl.

CuHapomy nonvcommm X NpucyLL, 3Ha4YUTENbHbIN NONIMMOPU3M.
YKeHckuni opraHnam ¢ MyenogobHbIM TernocnoxeHnem. MoryT 6biTb
He[opa3BuUTbI NEPBUYHBIE U BTOPUYHBIE NOMNoOBble Npu3Haku. B 75%
cnyyaeB y 605bHbIX HabnogaeTcs yMepeHHasi CTeneHb YMCTBEHHOM
OTCTanocTh. ¥ HEKOTOpbIX U3 HUX HapylleHa (PYyHKLUUSI SUYHUKOB
(BTOpPMYHaAs ameHopesi, AUCMeHopesi, paHHss MeHonay3sa). VHo-
rAa Takue XeHLMHbI MOryT uMeTb AeTei. MNoBbilweH puck 3abone-
BaHus WnsodpeHnein. C yBenmyeHnem yucna AONOMHUTENbHbIX
X-XpOMOCOM HapacTaeT CTeneHb OTKIIOHEHUSI OT HOPMBbI.

CuHppowm LepeweBckoro-TepHepa (MoHocomus X).

Yactota Bctpedaemoctn — 1:1000. Kapuotun 45,X. Y 55%
AeBOYeK C 3TUM cuHApoMoM obHapyxuBaeTcs kapuotun 45,X,
y 25% — n3meHeHue CTPyKTypbl ogHon n3 X-xpomocoM. B 15%
CryJaeB BbISIBMSIETCS MO3aW4HOCTb B BuAe ABYX Unu Gonee kne-
TOYHbIX NIMHWIA, OHa N3 KOTOPbIX MMeeT kapuoTun 45,X, a apyras
npencraeneHa kapuotunamm 46,XX nnm 46,XY. TpeTbs KnetovHasi
nHUA Hambonee YacTo npegcTaeneHa kapuotunom 45,X, 46,XX,
47 XXX. Puck HacnegoBaHus cuHgpoma coctaenset 1 crnyyaw Ha
5000 HoBOpOXAEHHbIX. PEHOTMMN KEHCKUIA.

MPAKTUHECKAA MEOULIMHA \}\J

Y HOBOPOXAEHHbIX 1 AETEN IPyAHOro Bo3pacta OTMeyarTcs
npusHakn gucnnasuu, (kopoTkas Lwes ¢ U3BbITKOM KOXU U KPbINo-
BUAHBIMM CKNagkamu, nuMdaTnyeckunii OTek CTom, roneHen, KucTemn
PYK 1 Npeanneyni, BanbrycHas aecopmaLmsi CTon, MHOXEeCTBEH-
Hble MUIMeHTHbIe MATHA, HU3KOpOoCcnocTb. B nogpocTkoBoM BO3-
pacTe BbISIBNSOTCS OTCTaBaHue B pocTe (PocT B3pocnbix 135-145
CM) 11 B pPa3BUTUM BTOPUYHBIX NMOSOBbIX MPU3HAKOB. [ B3poCrbIxX
XapaKTepHO: HWU3KOE PacroNioXeHUe YLIHbIX PakoBWUH, HeJopas-
BUTWE NEPBUYHBIX U BTOPUYHBIX NMOMOBbIX MPU3HAKOB, ANCTeHe3unst
roHag, conpoBoOXatoLLascsa nepsmyHon ameHopeer, y 20% 6onb-
HbIX MMEIoTCS NMOPOKM cepaua (koapkTaumsi aopTbl, CTEHO3 aopTh,
NMOPOKN pa3BUTUSA MUTPanbHoro knanana), y 40% — nopoku noyek
(yaBoeHue MOYeBbIBOAALLMX NyTelr, NogKkoBoobpasHas noyka).

Y B0nbHbIX, UMEIOLLNX KNETOYHYIO JNIMHUIO C Y-XPOMOCOMOM,
MOXET pa3BUTbCA roHagobnactoma, Yacto HabnogaeTcs ayTo-
UMMYHHbIN TupeonauT. IHTennekT ctpagaeT peako. Hepopas-
BUTME SINYHMKOB NpuBOAMT K Gecnnoauio. [ns noaTBepxaeHUs
AnarHosa Hapsigy € MccriefoBaHUeM KIeToK nepudepuyeckon kpo-
BM NpoBoaATcs Buoncusa Koxu n nccnegosaHne mubdpobnacTos.
B HekoTOpbIX cryyasix reHeTuyeckoe nccrnefoBaHue no3sonsiet
BbISIBUTb CMHAPOM HyHaH, KOTopbIi UMeeT cxoxue heHoTunnye-
CKMe NPOSIBIEHMS], OQHAKO 3TUOMOMMYECKN He CBsi3aH C CUHOPOMOM
LLlepeLueBckoro-TepHepa. B oTnuyme ot nocrneaHero npy cuHapome
HyHaH 3aboneBaHuio NoABepXKeHbl Kak ManbyuKky, Tak U AeBOYKY,
a B KNMHWYECKOW KapTUHE AOMUHUPYET 3aAepKa yMCTBEHHOrO pas-
BUTUSI, XapakTepeH TepHep-heHoT!N NpW HOpManbHOM MY>XCKOM
WK XEHCKOM kapuoTune. Y 6onblunMHCTBa 60MbHBIX CUHAPOMOM
HyHaH umeeTca HopManbHoOe MofioBoe pasBUTUE M COXpaHeHa
depTunbHOCTL. B GonblumMHCTBE crnyvaeB 3aboneBaHne He cka-
3bIBAETCS HA NPOAOIMKUTENBHOCTU XU3HW NaLMEHTOB.

CuHppom KnanHdenTtepa. Yactora Bctpedaemoctn 1: 1000
maneymkoB. Kapuotun 47,XXY. Y 80% Mans4vkoB ¢ CUHAPOMOM
KnanHdentepa B 20% cnyyaeB obHapyxumBaeTCcs MO3auLm3M,
npv KOTOPOM OfjHA M3 KINETOYHbIX NIMHMIA nMeeT kapuotun 47, XXY.
BosBpatHbIn puck gna cungpomMa KnanHdentepa He npesblaeT
o6LLenonynaumMoHHbIe Noka3aTenu n coctaenset 1 cnyyar Ha 2000
XNBOPOXOEHHbIX AeTer. PeHOTUN MYXKCKON.

KnuHuka oTnnmyaeTcs WMpoknM pasHoobpasnem 1 Hecneumauy-
HOCTbIO NPOSIBMEHWIA. Y Manbs4YMKOB C 3TUM CUHOPOMOM POCT NPEeBbl-
LLIaEeT cpegHue nokasaTernu, XxapakTepHble Af1s AaHHOW CEMbU, Y HUX
ANVHHBIE KOHEYHOCTU, XXEHCKWI TUM TENOCNOXEHWS], TMHEKOMACTUSI.
Cnabo pa3suT BOTOCSHOWN MOKPOB, CHWXKEH HTeNneKT. Bcneactaue
Heopa3BUTUNS CEMEHHUKOB cnabo BbipaxeHbl NepBUYHbIE U BTO-
pVYHbIE NMOSIoBbIE NPU3HAKW, HAPYLLEHO TEHYEHNEe cnepMaToreHesa.
[MonoBble pedrnekcbl coxpaHeHbl. ViHoraa ahdeKkTMBHO paHHee
rieyeHne My>CKMMM NonoBbIMY ropMoHamu. Yem Gonblue B Habope
X-XpOMOCOM, TEM 3HaUUTENbHEE CHWKEH UHTENNEKT. MHaHTuIb-
HOCTb 1 MoBeAeH4Yeckue npobnemsl npu cuHapome KnaHdentepa
€03[aloT TPYAHOCTM coumanbHoM agantauum.

WHoraa BO3MOXHbI Cryyan yBenuyeHnst konnmyectsa Y-XpoOMOCOM:
XYY, XXYY v gp. MNpn aTOM BOnbHbIE MMEOT NPU3HAKM CUHApPOMaA
KnanHdenTepa, BbiCOkuiA pocT (B cpegHem 186 cM) n arpeccuBHoe
nosepeHue. Moryt 6bITb aHOManun 3y60B U KOCTHON CUCTEMBI.
[Monosble xenesbl pasBuTbl HOpMarnbHo. Yem Gonblie B Habope
Y-XpOMOCOM, TEM 3HaUMTENBHEE CHUXKEHUE UHTENTEKTa, arpeccus-
HOCTb NoBefeHusI.

MoMUMO NOMHBLIX TPUCOMUIA 1 MOHOCOMMIA, U3BECTHBI CUHAPOMBI,
CBsI3aHHble C YaCTUYHBIMU TPUCOMUAMU U MOHOCOMMSIMU NPaKTK-
Yecku no 6ot xpomocome. OfHaKo 3TV CUHOPOMbI BCTPEYaoTCsl
pexe ogHoro cny4yas Ha 100 000 poxageHui.

OuarHoctuka HB. B knnHn4eckon reHeTuke Ans AMarHocTu-
KM pasnunyHbIXx OOpM HacrneaCcTBEHHON NaToNorMm NPUMEHSIIOTCS:
KNUHMKO-TeHeanormyeckuin MeTof, creumanbHble U AOMNONHUTENb-

NEQUATPUA
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Ta6bnuua 1
CxeMa obcnenoBaHusi 6epeMeHHOM XKeHLMHbI Mo OLeHKe COCTOsIHUSA BHYTPUYTPOGHOro pa3BuTus nnopa
(cornacHo npuka3y M3 P® Ne457 ot 28.12.2000 r.)

Bua uccnegosaHus Llenb uccnegosaHus

MepBbIn 3Tan uccnegosaHus (10-14 Hen. 6epemeHHOCTH)

YcTaHOBnEHVe cpoka u xapakrtepa Te4yeHns 6epeMeHHOCTH.
Y3W-06cnenoBaHne Bcex BepeMeHHbIX XKEHLUMH B XEHCKMX
Obn3aTenbHas oueHKa TOMWMHbI BOPOTHUKOBOIO NPOCTPaHCTBa,
KOHCYynbTauusix

COCTOSIHME XOpUOHa.
Acnvpaums BOPCUH XOpUoHa (No nokasaHusm):

- Bo3pacT 6epemeHHon cTapLue 35 ner;

- CEMeNHOEe HOCUTENbCTBO XPOMOCOMHOW aHOManmu;

- cemMelHasi OTAroweHHOCTb AeHTUOULNPOBAHHBEIM MOHO-
reHHbIM 3aboneBaHneMm;

- Y3W-mapkepbl (paclumpeHHoe TBIM).

dopMupoBaHue rpynnbl pucka N0 XPOMOCOMHOW NaTonorum n no
HekoTopbIM BINP y nnoga.

LinToreHeTnyeckas AmarHocTrka XpOMOCOMHOW NaTosiornum, onpeage-
neHve nona nnoga.

[unarHocTunka KOHKPETHOM (POPMbI MOHOTEHHOTO 3ab0neBaHNs MeTo-
aamu rnoxummnyeckoro nnm JHK-guarHoctukm no knetkam nnoga.

BTopo#n atan uccneposanus ( 20-24 Hen. 6epemMeHHOCTH)

[leTanbHas oLeHka aHaToMUK Mrofa C Lienbio 0GHapyKeHus y
HEero NMopoKOB pPa3BUTUSA, MapKEPOB XPOMOCOMHbIX GonesHel,
paHHMX hOPM 3a4EPXKKM Pa3BUTMS Mogda, NaTonory nnawueHTbl,
aHOMarsbHOro KoMM4yecTea BoA.

dopmMupoBaHue rpynnbl pyUcka No pasBUTUIO recTo3a, 3aAepKu
pa3BMTUSA Nrofa, NnaleHTapHON HeJOCTaTOYHOCTU B TPETHEM
TpUMmecTpe.

Y3W-o6cnepoBaHne
[onnepoBckoe uccnegoBaHne PopmMurpoBaHme rpynmbl pUcka No POXAEHWIO AeTen ¢
MaTo4HO-MaLeHTapHOro KpOBOTOKa XPOMOCOMHbIMU 60Ne3HsAMM 1 HekoTopbiMy BIP.
LinToreHeTnyeckasi onarHOCTMKa XpOMOCOMHbIX GonesHen

y nnoga.

[narHocTrka KOHKpeTHON hopMbl MOHOreHHOro 3aboneBaHus
Metogamun broxumudeckoro nnu AHK- guarHocTukM no knetkam

nnoaa.

Tpetun atan uccnegoBaHua ( 32-34 Hea. 6epeMeHHOCTH)

Y3WN-06cnenoBaHme Bcex GEPEMEHHBIX XXEHLLMH B KEHCKMX OueHka TeMMnoB pocTa nnoaa, BbiseneHne BIMP ¢ no3gHuM nposie-

KOHCynbTaymnax

nexHvem. OueHka COCTOSHMSA pa3BnTnA nnoaa.

Hble (nabopaTopHble, UHCTPYMEeHTanbHbIe) MeToabl UCCrneno-
BaHus.

Mepuko-reHeTM4YeCcKoe KOHCYNbLTUpPOBaHue

OcHoBHasi Lenb MeaMKO-TEHETUYECKOTO KOHCYNBTUPOBaHUS —
MHOPMMPOBATL 3aMHTEPECOBaHHbIX L, O BEPOSTHOCTU pUcka
NosiBMeHns B NOTOMCTBE 60nbHbIX. K MeAnKo-reHeTmyeckum mepo-
NpUSATUSIM OTHOCUTCA TaKKe NponaraHaa reHeTUYECKUX 3HaHWI cpe-
[V HaceneHus, Tak Kak. 3To cnoco6eTByeT 6onee OTBETCTBEHHOMY
noaxody k AetopoxaeHuto. Megmko-reHeTudeckasl KOHCynbTaums
BO34EpXKMBAETCS OT Mep NPUHYAUTENBHOMO UM NOOLLPUTENBHOTO
XapakTepa B BONpocax AeTOPOXAeHUs Unu BCTynneHust B 6pak,
npyHUMas Ha cebsa nuwb yHKUKUIO MHpopMaLmK.

Meauko-reHeTnyeckoe KoHcynstupoBaHue (MIK) — ato cne-
LuuanuanpoBaHHasi MOMOLLb HacerieHuo Mo npeaynpexaeHuto
nosiBneHusi B cembe 60nbHbIX C HAaCNEACTBEHHOW naTonoruew,
No BbISIBMEHNIO, KOHCYNBETUPOBaHUio 6onbHbIX ¢ HB, nHdgopmumpo-
BaHuto HaceneHusi o HB, a Takke cnocobax ero npegynpexaeHust
N neYeHus.

NEQUATPUA

OcHoBHble 3agaun MIK:

— YCTaHOBMEeHVe TOYHOro AMarHosa HacrneAcTBEHHOro 3a-
6oneBaHVsa 1 onpegeneHve TUNa HacnegoBaHusi 3aboneBaHus
B [JaHHOW CEMbE;

— COCTaBMeHUe NPorHo3a poxaeHns pebeHka ¢ HacneacTBeH-
HoW GonesHblo, pacyeT pucka NOBTOPEeHUs 6onesHN B CEMbE;

— onpegeneHne Haubonee addekTuBHoro cnocoba
NpocUNakTUKK, MOMOLLb CEMbE B MPUHATUN NPaBUILHOIO peLle-
HWS;

— nponaraHga MeguKo-reHeTUYECKUX 3HaHUI cpeay Bpaven,
HaceneHwus.

Moka3aHuna ana MrK:

— 3ajepxka (PU3NYECKOro pasBUTUS; KapnMKOBbIN PocT (He
6onee 140 cm ans B3pOChbIX), BPOXAEHHbIE AedhopmaLms BEPXHNX
U/ HWXKHUX KOHEYHOCTEN, NanbLeB, MO3BOHOYHUKA, FPyaHOM
KNeTku, Yepena, Aecopmaumsi nMua, M3MeHeH1e Yncna nanbLeB Ha
pykax v Horax, CUHOAKTUMUs, KoOMBUHaLMKY BPOXAEHHbBIX YPOACTB,
BPOXAEHHAsi TIOMKOCTb KOCTel;
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— 3aep>xKa NonoBoro passuTUS, HeonpeaeneHHbIN Nos; Heao-
passutme HIMNO 1 BTOpUYHbLIX NOMOBbLIX NPU3HAKOB;

— 3afepxKa yMCTBEHHOTO Pa3BUTUS, yMCTBEHHAsA OTCTanocCTb,
BPOXAEHHas rmiyxoTa Unm ryxoHemMoTa;

— MOBbILLEHHOE KONMMYeCTBO CTUMM AN33MOBproreHesa;

— MHOXECTBEHHbIE NMOPOKN Pa3BUTUS UMK COYETaHne U3omnu-
POBaHHbIX MOPOKOB M ManbIX aHOManui passuTus;

— atpodus MbiL, rMNepTpodUs MbILLL, cnacTuyeckoe no-
AepryBaHve MblLUL, HaCUNbCTBEHHbIE ABWKEHUS, Napanuyn, He-
TpaBmaTuyeckas XpoMoTa, HapyLleHne NOXOAKW, HEMOABMXHOCTb
WY TYronoaBMXHOCTb B CycTaBax;

— crnenota, MykpodTansM, BpoXaeHHas katapakTta, BpOXAeH-
Has rmaykoma, Kornobombl, aHMpUANS, HUCTarM, NTo3, NPorpeccu-
pytoLiee yxyaLeHne CyMmepeyHoro 3peHuns;

— CYXOCTb WX YCUNEHHOE OPOrOBEHWE KOXUW NafjoHen u no-
OOLLUB, APYrMX y4acTKOB Tena, NATHa KOPWYHEBOro LiBeTa Y MHO-
XXeCTBEHHbIE OMYXOfM Ha KOXe, CMOHTaHHOE NI UHAYLMPOBaHHOE
obpasoBaHue nysblpen, OTCYTCTBME HOITEW, anoneuus, Hempo-
pesbiBaHWe 3y60B;

— XpOHMYeckune nporpeccupytone 3abonesaHNs HESCHOTO
reHesa;

— pesKkoe yxyAlleHWe COCTOSIHUSA nocre KpaTKOBPEeMEHHO-
ro nepuoga HopmarnbHOro passutusa pebeHka. beccUMnTOMHbIN
NPOMEXYTOK MOXET COCTaBMSATb OT HECKOMNbKMUX YacoB A0 Hedernb
W 3aBUCUT OT Npupoabl AedekTa, pexuma nuTaHna u apyrx gak-
TOPOB;

— BSANOCTb UK, HAOBOPOT MOBbILLIEHHBIN TOHYC U CyAOpPOrn
Yy HOBOPOXAEHHOrO, HenpekpaLlaroLwascsa peoTa y HOBOPOXKAEHHO-
ro, NporpeccupyoLmne HeBpornornyeckne paccTpomcTea;

— HeOoObIYHbIN 3anax Tena u/Mnu Moun («Cnagkumny, «Mblwn-
HbIY», «BAPEHOW KanyCTbl», «MOTHbIX HOM») 1 Ap.;

— Hanuyve B CeMbe HacrneaCTBeHHOW NaTonornm, NoOpoKoB pas-
BUTUSA, CXOOHbIE Cnyyaun 3abonesBaHns B ceMbe, Criyyaun BHe3arnHom
cmepTu pebeHka B paHHeM BO3pacTe;

— 6ecnnogve, NpyBbIYHOE HEBbIHALLMBAHWE, MEPTBOPOXAE-
HUS;

— KPOBHOPOACTBEHHbIV Opak.

Elle o nnaHMpoBaHusa AeTOPOXAEHUS, a TaKkKe NPU POXAEHUN
©onbHoro pebeHka (PeTpoCNekTUBHO), Kaxaasi Cynpyxeckas napa
AO0IKHa NPONTUN MEAMKO-reHEeTUYECKOe KOHCYNBTUPOBaHME.

Artanbl MrK:

1. Bepudmkaums KnMHUYECKoro anarHo3a HacnefncTBEHHOro
(Mnv NpeanonoXWTenbHO HACNEeACTBEHHOTO).

2. YcTaHOBrNeHue xapakTepa HacnefoBaHusi 3abonesaHust
B KOHCYNBTUPYEMOW CEMBE.

3. OueHka reHeTM4eCcKoro prcka NnoBTopeHns 3abonesaHuns (re-
HETUYECKWIA NPOrHO3).

4. OnpegeneHne cnocoboB NPoUNaKTUKK.

5. O6bAcHeHMe obpaTuBLLMMCS CMbicna cobpaHHOM 1 NpoaHa-
NN3MPOBAHHON MEAMKO-TEHETUYECKONMHOPMaLUN.

Memodbi npeHamanbHoU OuagHOCMUKU HaciedcmeeHHbIX 60-
ne3Hel. MNpeHaTtanbHas AgMarHoCcTUKa CBsidaHa C peLleHneM psiga
6uonornyecknx n aTudecknx Npobnem Jo poxaeHust pebexka, Tak
Kak npuv 3ToM peyb naeT He 06 naneveHun 6onesHu, a o npegynpe-
XAaeHun poxaeHuns peGeHka ¢ naTtonorven, He nogaaroLLeics ne-
YeHuto (06bIYHO NyTeM MpepbiBaHUsi BepeMeHHOCTM ¢ cornacust
XKEHLLMHbI U NPOBEAEHNS NepUHaTanbHOro kKoHcununyma). Mpwu co-
BPEMEHHOM YPOBHE pa3BUTUS NpeHaTanbHOM AMarHOCTUKN MOXHO
YCTaHOBWTb AMarHo3 BCEX XPOMOCOMHBbIX 6onesHeit, 6onblunHCTBa
BPOXAEHHbIX NMOPOKOB Pa3BUTUSA, 3H3MMONATMWI, NPU KOTOPbIX U3~
BeCTeH broxummyecknn gedekT. HacTb U3 HUX MOXHO YCTaHOBUTb
npakTnyeckn Ha nbom cpoke 6epeMeHHOCTM (XPOMOCOMHbIE 6o-
nesHu), yactb — nocne 11-12-n Hegenu (PeLyKUNOHHbIE MOPOKU
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KOHEYHOCTEeW, aTpesun, aHaHLedanmio), 4acTb — TOMbKO BO BTOPOM
nonosunHe 6epemMeHHOCTU (Nopoku cepaua, noyek, LIHC).

MokasaHuA ANA npeHaTarbHOW AMArHOCTUKM:

— Hanum4yme B CEMbe TOYHO YCTaHOBMEHHOMO HAacneACTBEHHOIO
3aboneBaHus;

— BO3pacT maTtepu ctapule 37 nert;

— HOCUTENbCTBO MaTepbto reHa X-CLEeNNEeHHOro peLecCUBHOIO
3aboneBaHus;

— Hanuune B aHamHese y 6GepeMeHHbIX CMOHTaHHbIX abopToB
B paHHMEe CPoKM BepeMeHHOCTU, MEPTBOPOXKAEHNIA HESICHOIO re-
He3a, JeTell C MHOXECTBEHHBIMU MOPOKaMMU Pa3BUTUS U C XPOMO-
COMHOW naTornornen;

— Hanuume CTPYKTYPHbIX NEPECTPOeK XpOMOCOM (0COBEHHO
TpaHCNOKaLmMin 1 MHBEPCU) Y OOAHOIO U3 poguTenen;

— reTepo3nroTHOCTb 060MX poanTener No O4HON Nape annenen
npv NaTonornM ¢ ayToCOMHO-PELLECCUBHBIM TUMNOM HacrefoBa-
HUS;

— 6GepeMeHHble 13 30Hbl MOBLILEHHOMO paavaunoHHOro
doHa.

B HacTosilee BpeMs NPUMEHSIOTCS HENPSIMbIE U NPsSIMble Me-
TOAbl NPeHaTanbHOM AMarHOCTUKK.

Mpu HenpsiMbIX MeTo4ax 06cneayoT bepeMeHHyY0 (aKyLLepcko-
rMHEeKonornyeckue MeToAbl, CbIBOPOTKa KpOBU Ha anboa-
detonpoteunH, XIM4. H-acTpron, PAPP-a 6enok); npu npsambix —
nnoa.

K npsiMmbiM HeuHBa3uBHbIM (6€3 XMpypruyeckoro BMeLLaTenb-
cTBa) MeToaaM OTHOCUTCS ynbTpacoHorpadus; K NpsiMbIM MHBa-
3UBHbIM (C HapyLLEHNEeM LIeNOCTHOCTY TKaHeln) — XopuoHOuroncus,
aMHUOLEHTE3, KOPAOLIEHTE3 1 (HETOCKOMNMSI.

YnetpacoHorpadus (axorpadusa) — 370 UCMONb30BaHNE YIb-
Tpa3Byka Ans nonyyeHus nsobpaxeHns nnoga u ero obonovex,
COCTOSIHUA NnaueHTbl. HauvHas ¢ 5-i Hegenn BGepemeHHOCTH
MOXHO Mony4nTb n3obpaxeHne obonovek aMbpuoHa, a ¢ 7-1 He-
aenn — un ero camoro. K koHuy 6- Hegenn 6epeMeHHOCTU MOXHO
3apermcTpupoBaTh CepAEYHYI0 AesTeNbHOCTL 3MBproHa. B nepebie
ABa MecsiLa 6epeMeHHOCTH yNbsTpasByKOBOE UccrneaoBaHue eLle
He Mo3BONsIeT BbISIBUTb @aHOManuv pas3BuTUS Nrnoga, Ho MOXHO
onpegenutb ero xusHecnocobHocte. Ha 12-20-1 Hepene Gepe-
MEHHOCTU y>Xe BO3MOXHa AuarHocTvka 6rnmsHeLoBoii 6epeMeHHo-
CTK, Nokanusauum nnawueHTbl, nopoku passutma LIHC, XKKT, MINC,
KOCTHO-cycTaBHom cuctemsl, BMNC u gp. [1, 3, 4, 8, 10].

Mo o6wemy MHeHuto, MeTo Ge3onaceH, NO3TOMY NPOAOITKU-
TENbHOCTb UCCNEAOBAHUS HE OrpaHMyeHa 1 B crydyae Heobxoau-
MOCTV €ro MOXHO NPUMeHATb NOBTOpHO. Mpu duranonornyeckom
TeyeHUn GepemMeHHOCTM HeobxoaMMO NPOBOAUTL TpexKkpaTHoe
Y3W, a npn 6epeMeHHOCTN C BbICOKMM PUCKOM OCIIOXHEHUIA OHO
NpoBOAMTCSI MOBTOPHO C MHTEpBanamu B 2 Hef.

Y3W no3sonsieT obHapyxuTb Y Nnoga aHoManuu passntus B 85-
90% cnyyasx — aHaHuUedanuto, rmapouedanuto, NOMKNCTO3 Unn
areHe3uo Nnoyek, AUCMNasuio KOHEYHOCTEW, TMMONMAa3nio Nerkux,
MHOXECTBEHHble BPOXAEHHbIE NOPOKW, MOPOKM cepaua, BOASHKY
(oTek) nnoga v nNnaueHTbl U Ap. YNbTpa3BykoBoe uccredoBaHue
Mo3BOSISIET NONYYNTh AaHHbIE O pa3mepax nrofa (4nvHa TynoBu-
wa, 6eapa, nneva, GunapueTanbHbI AMAMETP rofoBbl), O HANNYUK
y Hero gucmopdum, o pyHKUMM Mnokapaa, 06 obbeme amHUOTU-
YeCKOW XWAKOCTM 1 pa3Mepax NnaueHThl.

[JonnnepoBckoe ynbTpasBykoBOE CKaHNPOBaHUe (a Takke LBeT-
Hasi JoNnnepoMeTpusi) oTpaxaeT kKpoBoobpalleHue B pa3nuyHbIX
TKaHsIX nnoaa.

Oxorpacusi NnaueHTbl NO3BONSIET YCTAaHOBUTL €€ Pacronoxe-
HWe, HanMune OTCIOWKM ee OTAEMbHbIX Y4aCTKOB, KUCTbI, Kalb-
undukatbl (MpU3HaK «CTapeHusi» nnaueHTbl). cToHYeHne nnm

NEQUATPUA



‘7 (39) Hos16pb 2009 T.

28 \/\M MPAKTUYHECKAA MEONLIMHA

yTOrLeHWe NnaueHTbl CBUAETENLCTBYET O BEPOSATHOCTM cheTonna-
LieHTapHOWN HeJoCTaTOuHOCTH.

LLinpokoe pacnpocTtpaHeHue nonyynna Tpuaga MeTogos uccrne-
[0BaHVsA: UccnegoBaHve ypoBHsi anbga-deTtonpoTenHa, cogepxa-
HWUS1 XOpUoHUYeckoro roHagoTponuHa (XIN) n ceobogHoro actpuona
B KPOBM >XEHLUMH BO 2-M TpumecTpe 6epemeHHocTu. CogepxaHue
anbga-geTonpoTenHa onpegensieTcs Takke B aMHUOTUYECKON
XMAKOCTU, a cBOBOAHBLIN 3CTpMon — B Moye 6epeMeHHbIX. OT-
KMOHEHWs NnasmMaTn4yeckoro ypoBHs anbda-geTonporenHa, Xopmo-
HMYEeCKOro roHagoTponuHa, cBo6oaHoro actTpuona y 6epemeHHow
cnyxaT MHanKaTopamu BbICOKOTo pucka ans nnoga. MNoporosbiMu
(ykasblBalOLWMMMN Ha BbICOKUI PUCK) CHUTAIOTCA YPOBHM anbda-
detonpoTenHa n XI” B kpoBu 6epemeHHon, npeBbiwatowwme 2 MoM,
a Ans CHWXEHHOro YpoBHSI anbda-geTronpoTenHa npu 6onesxn
[ayHa noporoBas BenuumHa — meHee 0,74 MoM. CHuxeHue ypoB-
HSA cBOOOAHOrO acTpuona, cootTBeTcTByoLLee 3HadeHuto 0,7 MoM
1 HUXKe, Takke NPUHMMAETCs Kak MOpPOroBoe, CBUAETENLCTBYOLLEE
0 ceTonnaueHTapHOW HeAOCTaTO4YHOCTY.

Anbda-gpeTonpotenH obHapyXuBaeTcs B aMHUOTUYECKON
XWOKOCTW yXe Ha 6- Hegene 6epemeHHocTM (1,5 mKr/mn); Ham-
Oonee BbicOKas ero KoHueHTpauus Habniogaetcs Ha 12-14-i
Hegene (okono 30 MKr/mMn); 3aTemM OHa pPe3KO CHWXaeTcs U Ha
20- Hepene cocTaenget nuwb 10 MKr/n. Xopolwmne pesynsrathbl
[aeT onpeaeneHne ypoBHs anbda-getonpotenHa B CbIBOPOTKE
KpOBW MaTepu Ha cpokax 16-20 Hep. 6epemeHHocTU. Ero nosbl-
LweHne obycrnoBneHo NOCTyNsIeHMeM 3Toro Genka U3 CbiIBOPOTKU
KpPOBM Mrioga yepes nnaueHTy Npy HEKOTOPbIX NOPOKax pasBuUTUs.

Bce G6epeMeHHble C M3MEHEHHbIM codepXaHuem anbda-
heTonpoTenHa B KPOBU HYXAalTCA B AOMOMHUTENBHOM obcne-
posaHumn. CogepxaHune anbga-heTonporenHa B GMonornyeckux
KMOKOCTSAX NOBbILIEHO MPU MHOXECTBEHHbIX MOpOKax pa3BuTus,
CNMHHOMO3rOBOW pbixe, rmapouedanvu, aHaHuedanum, nopokax
pasBUTUS XKeNyO0o4HO-KULLIEYHOro TpakTa u aedektax nepegHem
GPHOLLIHOW CTEeHKW, rTMAPOHedPO3e 1 areHe3nm NoYek, a Takke npu
heTonnaueHTapHoOM HeJoCTaTOMHOCTU, 3aAepXKKe BHYTPUYTPOGHO-
ro pasBuTWs NMOAA, MHOTOMOAHON GepeMeHHOCTH, Npeaknamncuu,
pe3yc-KOHMIMKTE 1 BUPYCHOM renaTtute B.

B cnyyasx xpomocoMHbIx 6onesHen y nnoga (Hanpumep, 60-
nesHb flayHa) unu Hanuuusa y 6epemeHHon caxapHoro anabera 1
TUNa, HaNpoTUB, KOHUEHTpauus anbda-peTonpoTenHa B KPoBU
6epeMEeHHbIX CHXEHA.

MoBbiweHue ypoBHa XIT n ero cBoboaHbIX GeTa-cybbeanHmy,
6onee 2 MoM cBuaeTenbCTBYET O 3aepKKe BHYTPUYTPOOHOro
pa3BuTUA Nnoaa, BbICOKOM pUCKe aHTeHaTanbHoW rubenu nnoaa,
OTCIoViKe NiaueHTbl UNu o Apyrux Buaax deTtonnaueHTapHoO! He-
[OCTaTO4YHOCTH

B HacTosiLee BpeMs nccrnedoBaHWe CbIBOPOTOYHbIX Mapke-
poB npoBoguTcs B 1-M TpumecTpe 6epeMeHHOCTN OAHOBPEMEH-
HO onpedeneHvem cneumduyeckoro Ana 6epemeHHbIX 6enka A.
(PAPP-a) n XI'Y. 3to no3sonsieT guarHoctmposatb 6onesHb [ayHa
1 HeKoTOpble ApYrMe XpOMOCOMHbIE aHOMasnuu y nroga yxe Ha
10-13-11 Hepensx rectaumun.

MHBa3uBHbIe MeTOAbI ANArHOCTUKU

XopvoHGUoNcuss — B3ATUE INUTENUS BOPCUHOK XOPUOHA AN
nccnegoBaHust NPOBOAATCS TpaHcab4oOMMHANbHO Nnoa KOHTPoieM
yneTpacoHorpadum mexay 9-n u 14-i Hegenamu rectaumu.

MnaueHTonyHkums nposogutca ¢ 15 no 20 Hea. 6epemeHHOCTK.

Mony4eHHas TkaHb UCMONb3YETCS AN LMTOrEHETUYECKUX 1 BU1O-
XUMUYECKNX uccnegoBaHuin n aHannsa AHK. C nomoubto atoro
MeToAa MOXHO BbISIBNSATbL BCe BUAbI MyTauuii (reHHble, XpOMO-
COMHbIE U reHOMHbIE). Mpu BbISBNEHUN KaKUX-NMOO OTKIOHEHWIA
B pa3BWUTUM NNOAA, U POAUTENM PELLaOT NpepBaTbh 6EPEMEHHOCTD,
TO NpepbiBaHne 6epemMeHHOCTU 40 12-1 Hepenw.

NEQUATPUA

AMHMOLEHTE3 — MOMyYeHMe aMHUOTMYECKOW XUOKOCTU
1 KNEeTOK Nnoaa Ans nocnegyoLero aHanuaa. 31o uccnegosaxHne
cTano BO3MOXHbIM mocrne Toro, kak bbina paspaboTaHa TexHo-
norusi TpaHcabaoMMHaNbHOrO aMHUOLEHTe3a, NPOBOAUMOTO Nof,
koHTponem Y3W. MonyyeHne nccnegyemoro marepuvana (KneTku
N XXMOKOCTb) BO3MOXHO Ha 16- Heene 6epeMeHHOCTU. AMHMO-
TUYeckas XUAKOCTb UCMOoNb3yeTcs Anst BuoxuMmyecknx nccrneno-
BaHWiA (BbISIBNSIOTCSI FeHHblE MyTaLuMK), a KNeTku — Ans aHanusa
OHK (BbISBMAKOTCA reHHble MyTaumm), LMTOreHEeTUYEeCKOro aHanmsa
1 BbisiBNeHust X- n Y-xpomaTtuHa (QUarHoCcTUpytoTcs reHOMHble
1 XPOMOCOMHbIe MyTaumu). MNpocTble Buoxmmmyeckne nccneaosa-
HUS1 aMHUOTUYECKON XUAKOCTU MOTYT AaTb LEHHYI0 AuarHocTunye-
CKyt0 MHCbopMaLmo — MUCCreaoBaHus cogepxanns bunvpybuxa,
acTpuona, kpeaTuHWUHa, KopTudona, 17-okcunporectepoHa, cooT-
HOLLIEHWS1 coAepXXaHusl neunTuHa u ccpuHrommenvHa. [inarHoctvka
aJpeHoreHnTanbHoro cMHapomMa y ambpuoHa (He4oCTaTouHOCTb
21-rngpokcmnasbl) BO3MOXHA yxe Ha 8- Hegerne rectauun, korga
B aMHMOTUYECKOW XMOKOCTU 0BGHapYXMBaAETCS MOBbLILLEHHOE CO-
AepxaHue 17-ruapokcunporectepoHa.

WccnenoBaHue cnekTpa aMUHOKUCIIOT aMHUOTUYECKON Xua-
KOCTM MO3BONSIET BbISIBUTH HEKOTOPbIE HAacneacTBEHHbIe 6onesHn
obmeHa BellecTB y nnoaa (aprvHUH-IHTapHYo aunaypuio, LUTpyrn-
TIMHYpWIO 1 Ap.), @ ONpeAeneHne cnekTpa opraHN4ecknx KMCnoT
ucnonb3ayeTcs Ans ANarHoCTMKN OpraHU4eckux aunaypui (mponvo-
HoBasi, METUNMarioHoBasi, U30BanepuaHoBas aunaypus u ap.).

[ns pacno3HaBaHWs TSHXKECTU reMonMTMYeckon 6onesHn y nno-
Aa npu pesyc-ceHcmbunusaumm 6epeMeHHoN NPon3BoaNTCS Npsi-
MO€e CrneKTPodOTOMETPUYECKOE UCCIedoBaHNe aMHUOTUYECKOW
XKNOKOCTU.

KopooueHTe3 — B3aTME KPOBM U3 MyMNOBUHbI NNOAA, KNETKM
N CbIBOPOTKA KOTOPOW MCMONb3YIOTCA ANS LUTOT€HETUYECKMX,
MOIEKYNSIPHO-TEHETUYECKMX U BUOXUMUYECKUX UCCEaoBaHUI. ITa
npouenypa NpoBoOANTCS B CPOK C 21-1 No 24-10 Hepento 6epeMeHHo-
ctn noa koHTponem Y3W. KopgoueHTe3 MOXET ObITb OCYLLIECTBIEH
Takke nNpu npoeeaeHn amdprodetockonun. Hanpumep, onpene-
nexuve supycocneumgpunyeckon AHK nnn PHK (metogom obpaTHon
TPaHCKPMNLMM) B KPOBM Mofa MMEET peLuatoLlee 3HayeHne ans
OMarHoCTUKN BHYTPUYTPOOHBIX MHpekumin — BUY, kpacHyxu, um-
ToMeranuu, napsosupyca B19.

deTockonus — ocMoTp nroaa prMbpooNnTUYECKUM SHAOCKOMNOM,
BBeEeHHbIM B @MHVOTUYECKYHO MOMOCTb Yepes3 NepeaHIo CTEHKY
maTku. MeTtoq no3BonsieT OCMOTPETL Niod, MynoBWHY, NNAaLEHTy
1 npounssecTu Guoncuo. PeTockonusi CONPOBOXAAETCS BbICOKUM
pvckoM NpepbiBaHNs 6epeMEeHHOCTU 1 TEXHUYECKU CMOXHA, MO3To-
MYy MMEET OrpaHU4eHHoe NPUMeHeHMe.

CoBpeMeHHbIe TEXHOOMMM NO3BOMSIKOT OCYLLECTBNATL Groncuio
KOXM, MbILLL, NeYyeHn Nnoaa Ans ANarHoCTUKU reHodepMaTo30B,
MbILLEYHBIX AUCTPOUIA, IMUKOrEHO30B M OPYIMX TSHXKENbIX Hacnea-
CTBEHHbIX 3aboneBaHui.

Pvck npepbiBaHus 6epeMeHHOCTU Npy NPUMEHEHUN UHBa3NB-
HbIX METOA0B NpeHaTanbHON AnarHocTukn coctaenset 1-2%.

BesukoueHTes, v NyHKLMS MOYEBOTO Ny3bIpsi NoAa, UCMoslb-
3yeTcs Ans NoflyyYeHus ero Mouu Ans UccrieqoBaHusl B Cryyasx
cepbe3Hblx 3aboneBaHuii U MOPOKOB Pa3BUTUS OPraHOB MOYEBOW
CcUCTEMBI.

JovmMnnaHTaunoHHas AuarHoCcTuka cepbesHbIX HacnencTBeH-
Hblx GonesHel ctana BO3MOXHOW B mocrnegHee gecstunetne
6naropaps pa3paboTke TEXHOMOMMMN IKCTPAKOPMNopanbHOro ono-
[OTBOPEHUS U UCMNONb30BaHUSI MONMMEPA3HOW LieNHOWM peakumm
ONSA NonyyYeHnst MHOXXECTBEHHbIX konui ambpuoHansHon OHK. Ha
cTagum ApobneHunst onnogoTBOPEHHON ANLEKNETKM (BnacTouncTbl),
Koraa 3apofblll COCTOMT M3 6-8 oTAenbHbIX KNeToK, MeToaamu
MWUKPOMaHWMynsALmMmn oTAensieTcs ogHa u3 Hux ans solgenenus AHK,
ee MynbTUNNMKauum 1 nocneayoLlero aHanmaa ¢ nomobio JHK-
30HA0B (NpanmepHas nonMmepasHasi LenHas peakums, Sauthern-
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CTpyKTypa XpOMOCOMHbIX aHoManui 3a 1991-2008 rr.

MpoueHT
Ne
n\n Hoszonorus Kon-Bo OoT Bcen
naronorum
1 C. OayHa 217 35,57
2 C. WepewieBckoro — 114 18,68
TepHepa
3 C. KnaitHdpensrepa 76 12,45
4 C. OgBapaca 6 0,9
5 C. Naray 4 0,65
6 MNonucomus 4 0,65
no Y-xpomocome
7 MNonucomus 6 0,9
no X-xpomocome
8 AHOManuu no nosnoBbLIM 18 2,95
XpOMOCOMaMm
9 Manble aHomanuun 66 10,82
XPOMOCOM
10 XpOMOCOMHbIE 88 14,42
abbeppaunmn
1" XM 12 1,96
NTOIro 610 100

blot, uccnegosanue nonumopgmrama pecTpUKLMOHHbBIX (OparMeHToB
OHK n gp.). OTa TexHonorns npumeHeHa ans BbiSBNEHUS Hacnea-
CTBEHHbIX bone3Hen — Tea-Cakca, remodpunum, mmoguctpodum
OioweHHa, dparmnbHon X-xpomocombl 1 paga apyrnx. OgHako
OHa JOCTYNHa HEMHOMUM KPYMHbIM LIEHTPaM M OTNNYAETCs OYeHb
BbICOKOW CTOMMOCTbIO UCCNEAOBAHMS.

PaspabatbiBatoTcs MeToAbl BblAENeHWs KneTok nnoga (apu-
TpobnacTtoB, TpodobnacToB 1 Ap.), LUPKYNMPYOLLUX B KPOBU Be-
peMeHHON, Ans NPOBEAEHUs] LUTOreHETUYECKUX, MOFNEKYNSIPHO-
reHeTUYeCKMX 1 UMMYHOINOMMYECKNX aHanmn3oB B AUarHOCTUYECKUX
uensix. Moka Takas AnarHocThka BO3MOXHA NKLLb B TEX Cryyasix,
Korga B KneTkax KpoBwu (aputpobnactax) 6epeMeHHon nmeroTcst
XPOMOCOMbI UM reHbl Nioga, Hanpumep Y-XpoMocoMa, reH pesyc-
hakTopa y pesyc-oTpuuaTenbHON XeHLUMHbI, aHTUreHbl CUCTEMBI
HLA, yHacnegoBaHHble OT oTLa.

JanbHeliliee pasBuTMe 1 pacnpocTpaHeHne MeToaoB npeHa-
TanbHOW AMAarHOCTMKW HacneACTBEHHbIX 3aboneBaHWi No3BonsT
3HaAYNTENBHO CHWU3WUTb YaCcTOTY HacneaCcTBEHHON NaTonorMm HoBoO-
POXAEHHbIX.

HeoHaTanbHbIN CKPUHUHT

B pamkax peanusyemoro MNpropmuTeTHOro HaLMoHanbHoro npo-
ekTa «340poBbe» NPELYCMOTPEHO paclUMpeHne HeoHaTarlbHOro
CKPUHUHIa 1 ceryvac NpoBOAUTCS! CKPUHUI Ha (PEHUIKETOHYPUIO,
BPOXAEHHbIN TMNOTUPEOD3, aApPEHOrEHUTanNbHbIA CUHAPOM, ranak-
To3emuio, MykoBucumaos. Maccosoe o6cnegoBaHMe HOBOPOX-
OeHHbIX (HeoHaTanbHbIA CkpuHKHT) Ha HBO saBnsieTca ocHoBon
nNpodMnakTUKM HacneacTBeHHbIX bonesHer B nonynaumsx. HeoHa-
TanbHas AUarHoCTUKa HacneacTBeHHbIX 3aboneBaHuin No3eonsieT
onpefenuTb pacnpocTpaHeHHOCTb 3a6oneBaHns Ha KOHKPETHOM
TeppuTopun, B KOHKPETHOM cybbekTe Poccuiickon degepauun
1 B LenoM no cTtpaHe, obecneynTb paHHee BbISIBNEHWE AeTew,
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CTpajatoLLmx HacneacTBEHHbIMM 3a6oneBaHUSIMU 1 CBOEBPEMEHHO
HayaTb NevyeHne, NpeaynpeanTb MHBaNMOHOCTL U PasBUTHE TsKe-
NbIX KNMHUYECKUX NOCNEACTBUIN, CHU3UTb OETCKYIO CMEPTHOCTb OT
HacneaCTBEHHbIX 3ab0MeBaHni, BbISIBUTb CEMbM, HyxKaatoLMeCs
B reHETMYECKOMN KOHCYNbTaLMK C LEENbo NpeayrnpexaeHns poxae-
HUS AeTel ¢ AaHHBIMU HacneaCcTBEHHbIMU 3a60eBaHUAMU.

B Mefunko-reHeTu4ecko KoHCynbsTaumMmn nepuHaTansHoro MNpe-
3uaeHTckoro ueHtpa M3 CP YP npoBoguTcsi HeoHaTanbHbIN
CKPVIHWHT, Y4ET BCEX POAMBLUMXCS U BbISIBIEHHLIX B6OMBHBIX C Ha-
cneacTtBeHHon natonornen. CosgaH PecnybnvkaHckuii perncTp
HacneACTBEHHbIX 3aboneBaHuii, NO3BONAIOLWNIA NPOrHO3MPOBaTL
OVHAMKKY reHeTUYecKoro rpysa B nonynsumm u paspabaTtbiBaTtb
HeobxoaVMble MEAUKO-COoLManbHbIe MeEpPONPUATUS

AHanus no rogam 3a nocrnegHue rogbl He BbisiBUI LOCTOBEPHOTO
pocTa 4acToTbl POXAEHUSI AeTeN C HAacNeACTBEHHON naTonormemn
B pecnybnuke, HO YacToTa POXXAEHMS AeTel C BPOXAEHHLIMU No-
pokamMu pacTteT 13 roga B rog, ocobeHHo BI1C.

JleueHmne HacnepcTBEHHbIX 3ab6oneBaHun

HecmoTpsi Ha Gonbluve ycrnexnm B COBEPLUEHCTBOBAHUUN LU-
TOreHETUYECKUX, BMOXMMUYECKMX U MOMEKYNAPHLIX METOA0B
B U3yYEHUM 3TUONOrUK U NnaToreHesa H3, no-npexxHemy, OCHOBHbIM
OCTaeTCsi CUMMTOMaTUYECKOe NeveHne, KOTopoe Mano oTnnyaeTcst
OT fneveHuns nbbIx ApyrMx XpoHnYeckmx 3abonesaHunii. U Bce xe
B HacToslee BpeMsi B apceHane BpadYen-reHeTMKOB HaxoguTcst
HeMarno cpefCcTB NaTOreHeTUYECKOro NeYeHUst; B NEpPBYIo ovepesb
3TO KacaeTcs HacneacTBeHHblx 6onesHen obmeHa (HBO). Knu-
Hu4yeckue nposisnenuns npy HBO ABNAKTCA UTOrOM HapyLleHuin
B Lenu npespalleHun (metabonnama) npogyktos (cybcTpartoBs)
B OpraHu3Me 4enoseka; MyTauusi reHa nNpuBOANT K AeEKTHOMN
paboTe hepmeHTOB 1 KodhepMeHTOB. [NaToreHeTnyeckasn Tepanusi
paspaboTtaHa npumepHo ansa 30 HBO. CyLecTByeT HECKOMbKO Ha-
npaenexun Tepanun HBO:

1. Ouetotepanusi. OrpaHU4eHve 1nm NonHoe NpekpaLLeHne no-
CTYMNNEHUS B OpraH1M3M NpoayKToB, METabONN3M KOTOPbIX HapyLLEH
B pesyrbrate hepMeHTaTMBHOIO 6rioka. ATOT NpMeM UCMOSNb3yeTCst
B Criyyasix, korga n3bbITo4MHOE HakonneHue cyGeTpaTa okasbiBaeT
TOKCUYHOE encTBue Ha opraHuam. MiHoraa (ocobeHHo koraa cyb-
CTpaT He SIBNSETCH XU3HEHHO HEOOXOAUMBLIM U MOXET CUHTE3U-
poBaTbCs B 4OCTAaTOYHOM KONMYECTBE 06XOAHbIMU MYTAMU) Takasi
aneTtotepanusl okasbiBaeT OYeHb XOpoLwuni 3pdeKT. TUNUYHBIN
npumep — ranaktosemusi. Heckonbko croxHee aeno o6cTont npu
(heHUNKeTOHYpUU. DeHnnanaHnH — HesaMeHUMasi aMUMHOKUCIOTa,
NMO3TOMY €€ Hemnb3s1 MOMTHOCTbIO UCKMHYaTh U3 NULLW, a HAA0 UHAN-
BMAyanbHoO noadupate Ana 60nbHOro ranonoruyeckn Heobxoau-
MYt0 [03Yy (heHunanaHuHa. Takke guetotepanus paspaboTtaHa ons
TUPO3UHEMUU, NEeNLMHO3a, HacneaCTBEHHOW HENEPEHOCUMOCTH
PPYKTO3bI, FOMOLMCTUHYPUN U T.4.

2. BocnonHenune kodepmeHToB. MNpu page HBEO nameHser-
Csl He KONMMYeCTBO HEOOGXOAMMOro hepMeHTa, a ero CTpyKTypa,
B pe3ynbTaTte Yero HapyLlaeTcsi CBA3bIBaHUE C KOhEPMEHTOM, Ha-
cTynaet metabonuyeckuin 6nok. Yalle Bcero pedb naeT o BuTa-
MUHax. [lononHuTenbHoe BBeAeHUE BonNbHOMY KOhepeMeHTOB
(vaLLe onpegeneHHbIX 403 BATAMUHOB) AAET MONOXUTENbHbIN 3¢h-
dekT. B kauecTBe TakmMx « MOMOLLHUKOBY» UCMOMb3YHT NMMPUOOKCUH,
kobanamuH, TMamMuH, npenapaTtbl KapHUTUHA, donatbl, GUOTUH,
pubodnasuH 1 T.4.

3. YcuneHHoe BbiBEAEHWE TOKCMYECKMX MPOAYKTOB, Hakanmm-
BalOLLMXCS B criyvyae BrnokupoBaHusi Ux ganbHenwero metabo-
nuama. K uncny Takux npoaykToB OTHOCUTCS, Hanpumep, Meab
npw 6onesHn BunbcoHa-KoHoBanoBa (gna HeWTpanusauum meam
©onbHoMYy BBOAAT D-neHnuunnamuH), xeneso npu remornobmnHo-
naTusx (4ns NnpefoTBpaLLeHus reMocuaeposa napeHXxMmMaTo3HbIX
OpraHoB HasHavatoT gecdepan).

NEQUATPUA
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Pe3yanaTb| CKPUHUHIa HOBOPOXAEeHHbIX Ha HacneacTBeHHbIe 6one3Hn obmMeHa

B YyBauwckomn Pecnybnuke 3a nepuopg c 1999-2008 rr.

YacTtora YacTtora
HacneactBeHHoe 3a6oneBaHue O6cnepoBaHo BbisiBneHo 3aboneBaHuA 3aboneBaHusA B PD
obmeHa BellecTB HOBOPOXAEHHbIX 60nbHbIX B YyBaluckon (HoBukos I.B.,

Pecnybnuke 2008)

DeHNNKeToOHypUS 117 559 18 1:6531 1:7697
BpoxaeHHbIn runotupeos 115 878 56 1:2069 1:4132
Mykosucungos 43187 3 1:14395 1:11585
AZpeHoreHnTanbHbI CUHOPOM 43187 2 1:21593 1:8662
[anakTo3emusi 39849 1 1:39849 1:32692

4. VickyccTBeHHOE BBefeHVe B opraHuaM 60rbHOro npoaykta
6rokvMpoBaHHOM y Hero peakuun. Hanpumep, npvem untngmno-
BOW KWUCMOTbI Npu opoToauunaypun (3abonesaHue, Npu KOTOPOM
cTpajaeT CMHTE3 NMMPUMUAVHOB) YCTPaHsIeT SIBNeHNs Meranobna-
CTUYECKOW aHEMUN.

5. Bo3gencrene Ha «MCNOpPYEHHbIE» MOSEeKynbl. OTOT MeToq
npuMeHsieTcsl Ans neYeHns CepnoBUAHO-KNETOYHON aHEMUN U Ha-
npaeneH Ha yMeHbLUEHNEe BEPOATHOCTM 06pa3oBaHNs KpUCTansos
remornobuHa 3. AuetuncanuumnoBas KucroTa ycunuBaet ale-
TunupoBaHme HbS 1 Takum nyTtem cHMXaeT ero rmgpodobHOCTb,
obycnoenuBatoLLyto arperauumto atoro 6enka.

6. Bo3melleHne oTcyTcTBYtOLEro dhepmeHTa. Takon meTon
yCMNeLHO NpUMeHSIeTCsl NPU NeYeHUn apeHo-reHUTanbHOro CUH-
Apoma (BBedeHVe CTepOUAHBIX FOPMOHOB C TIHOKO- U MUHepano-
KOPTUKOUAHOW aKTUBHOCTbIO), TMNodm3apHOro HaHn3Ma (BBegeHune
ropMoHa pocta), reMounum (aHTureMounbHbIn rmobynuH). Oa-
Hako Ans 3 eKTUBHOrO neveHnst HeobxoaMMO 3HaTb BCE TOHKO-
CTV naToreHe3a 3abonesaHusi, ero GUOXUMUYECKNX MEXAHN3MOB.
HoBble ycnexu Ha 3TOM MyTW CBSA3aHbl C JOCTWXEHUAMMU PU3MKO-
XMMUYECKOWN BUOMOrnmn, reHHOM NHXeHepun 1 BUOTEXHONOTUN.

7. BnokupoBaH/e NaTonornyecko akTMBHOCTU (DEPMEHTOB C
NMOMOLLbIO Cneumguyecknx MHIMBUTOPOB UMM KOHKYPEHTHOE TOp-
MOXEHWe aHanoramu cy6cTpaToB AaHHOro depmeHTa. 3T0T Me-
TOA, NeYeHns NPUMeHsIeTCs NPU M3BLITOYHON akTUBaLMM CUCTEM
CBepTbIBaHUS KPOBM, MOPUHONM3a, a Takke Npyu 0CBOGOXAEHWUN
13 pa3pyLUeHHbIX KNETOK NMM30CoMarnbHbIX (DEPMEHTOB.

8. Bce Gonbluee npyMeHeHve B nedeHnn H3 HaxoauT TpaHc-
nnaHTauusi KNeTok, opraHoB U TkaHeW. Tem camblM B OpraHu3mM
60nbHOro BMECTE C OpraHoOM U TKaHbH0 BBOAUTCS HOpMaribHas re-
HeTuyeckasi MHdopMaLuus, obecneumBatoLlas NpaBUNbHblE CUHTE3
1 paboTy hepMeHTOB 1 NpefoxpaHsioLLas opraHMaM OT Nocnea-
CTBWIA Npoun3soLleLle MyTaumn. ANnoTpaHcnnaHTaums Ucrnonb3ay-
eTcs Ans neyveHns: cuHapomMos Ou [xopaxu (rMnonnasusi TuMyca
1 napawmToBuUaHbIX Xene3) u Hesenoda — nepecagka TMMyca;
OCTeomneTpo3a peLecCcMBHOMO, MyKononmcaxapmaosos, 6omnesHu
lowe, aHemun PaHKOHN — Nepecagka KOCTHOTO MO3ra; NepPBUYHbBIX
KapanoMuonaTun — nepecagka cepaua; 6onesHn ®abpu, amu-
nougose, cuHapome AnbnopTa, HacneacTBEHHOTO MOMMKUCTO3a
noyek — rnepecagka noyek u T.4.

9. MocneaHee HoBOE HanNpaBneHWe B NeYEHUN HacNEACTBEHHbIX
6onesHen — reHoTepanusi. [laHHoe HanpaBrieHVe OCHOBaHO Ha
nepeHoce reHeTUYEeCKoro MaTepuana B OpraHu3m YenoBeka, U He-
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obxogumo cobnogeHne cneayroLLmx YCroBuin: paclundpoBka reHa,
Bbl3blBatoLLero 3aboneBaHve, 3HaHe BUOXUMNYECKMNX MPOLLECCOB
B OpraHu3mMe, KOHTPONMPYEMbIX 3TUM FrEHOM, yCreluHas JocTaBka
reHa B KNeTKU-MULLEHMW (Yepes CUCTEMbI BEKTOPOB C MCMOMb30Ba-
HUEM BUPYCOB, XMMUYECKNX 1 (DU3NHECKUX METOAOB) M ANUTENbHAS
ahpekTnBHaN paboTa NepeHCEHHOro reHa B OpraHu3me.
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