OEAEPAABHOETOCYAAPCTBEHHOE bBIOAKETHOE ObPA3OBATE/DBE

BOJITOI'PAJICKHI
A rOCYIAPCTBEHHDIIA YUPEXAEHVE BBICIIETO ObPA30OBAHIA

ME/TUIIMHCKUI «Boarorpa,acmﬁ Tocyﬂ,apCTBEHHbIﬂ MeANIIVHCKUI YHUBEPCUTET
YHUBEPCHUTET

Musnncrepcrsa 3apasooxpanenyist Poccurickoit Qeaepariim

Kageapa pynaameHTaAbHON MEAUIMHBI M GMOAOTMN

Kaaccndukaiiys BpoKaeHHbIX aHOMAAVI IO
aHaTOMO-(PU31O0A0TITIECKOMY I
9TMOAOTNYIECKOMY IIPVIHITVILY

Boarorpaa, 2025 rog,
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CopmepxkaHue:

BBenenue

AKTYyaJIbHbIE MIPO0JIeMBbI

KuarwueBbie NOHATHS U ONpeeseHUsI
aHATOMO-(PU3HOI0THYECKAs KiIacCHPUuKaAUU
ILi1rochbl 1 MUHYCBI KJIacCU(PUKALMA
ITHOJOTHYECKAN KiIacCupuKanumn
CPABHUTEJIbHBIN AHAJIN3 U KIMHUYECKOe 3HAYCHHUE
3akioueHue



BBEJIEHUE

BpoxaeHHbie aHoMaIlu pa3BUTUS — ATO CJIOkKHAs 1 MHOTOTpaHHasl pobiieMa
COBPEMEHHOMN MEIUIIMHBI, C KOTOPOH CTAIKUBAIOTCS BPaul CaMbIX Pa3HBIX
cnenuansHocTel. [llupokoe pazHooOpasue mopokoB, KOTOPbIE MOTYT 3aTparuBaTh
J100YI0 CUCTEMY OPTaHOB U UMETh PA3JIMYHYIO CTENIEHB TSKECTH, CO3/1a€T
CEPBE3HBIN BBI30B I IUarHOCTUKH, JICUEHUS U TPOPUITAKTUKH.

Jli1st Toro yToObI 3P heKTUBHO pabOTaTh B 3TOM 00JaCTH, HEOOXOIUMO YMETh HE
MPOCTO OMKCATh AHOMAJIMIO, HO M CUCTEMaTU3UpOBaTh ee. FiMeHHO
YHUBEpCaAIbHBIC KJIIACCU(PUKAIINY CITY>KAT TeM OOIIUM SI3bIKOM, KOTOPBIi
MO3BOJISIET BpauaM MOHUMATh IPYT APYTa, BECTU CTATUCTUKY, TIIAHUPOBATH
JICYCHUE U OLIEHUBAThH MPOTHO3.

B nanHo# mpe3eHTanuu Mbl paCCMOTPHUM JiBa (PyH/IaMEHTAJIbHBIX IPUHIINTIA,
JIe)KAIUX B OCHOBE 3TOU CUCTEMATHU3ALUN:

1. AHatoMo-(u3noIornIecKuii, oTBedaromuii Ha Bornpoc «4TO mopaxeHo?»
2. Otnonoruyueckuid, orsevaromnii Ha Bonpoc «[IOYEMY sto nmpouzounio?»

HX cpaBHUTEIBHBIN aHAIN3 ITO3BOJIUT HAM MOHATH, KaK TEOPHS KiIacCUDHUKAITIT
CITY’KUT TJIABHOM 11711 — OKA3aHUIO KOMIUJIEKCHOU U 3 hEeKTHBHOM MOMOIITH
MALMEHTY U €TO CEMBE.



AKTYAJIbHBIE ITPOBJIEMbI

1. IlpoGaeMa TUarHOCTUKY U " MUArHOCTUYECKOTO oucces "

- Beicokuil mponeHT nanonarudyeckux anomMmanuii: Oxomno 50-60% cinydyaeB BAP ocTaroTcsi ¢ HEyCTaHOBIEHHO
JlaKe MOCJIe COBPEMEHHOT0 00CeI0BaHMsl. DTO TJIaBHBIM BBI30OB /ISl TEHETUKU U TEPATOJIOTUH.

- CI0KHOCTh MHTEpIpeTauu nanubix: [lupokoe BHEAPEHNE BBICOKOTEXHOJIOTMYHBIX METOIOB (HAIIPUMED,
MOJIHOT€HOMHOE CEKBEHUPOBAHUE) MOPOKIAET HOBYIO MPOOJIEMY — KaK OTJIMYUTh NATOT€HHYIO MYTaIHIO OT
6e3BpeaHoro renernueckoro Bapuanta (VUS — variant of uncertain significance).

2. DTUYECKHUE U ITPABOBBIE TAJIEMBbI

- [IpenatanbpHas TuarHocTuka: Bo3MOKHOCTh BBISIBIICHUSI aHOMAJIMI Ha paHHUX CPOKAX CTABHUT CJIOXKHBIC BOIIPOCHI TIEPET
pOAUTEIAMHU U 00IIECTBOM (TIpobJIeMa CEICKTHBHBIX a0OPTOB).

- I'eneTndeckoe KOHCYIbTUPOBaHNE: Kak KOPPEKTHO U TAKTUIHLHO COOOIIUTH HH(OPMAIIHIO O HEM3ICUUMOM
3abosieBannn? Kak o1eHUTh U TJOHECTH PUCK MMOBTOPEHUS B CEMbE?

- KorpuaeHnmansHOCTh TCHETHUECKHUX TaHHBIX: KTO mMeeT moctyn K mHGOpMaIuy 0 TeHOME YeJIOBEKa U KaK 3allUTUTh
ee OT misuse (HempaBOMEPHOI'0 NCIIOIb30BaHMs)?

3. OpraHu3anoHHO-MEAUIIMHCKIE BHI30BbI

- JloporocTosiiiee 1 JyUTeNbHOE JieueHne: MHOrue mopoku TpeOyroT MHOTO3TATHBIX XUPYPTUUECKUX BMEIIATEIbCTB,
JUTUTEIIbHON peaOuiuTalliy U TIOKU3HEHHOTO HAOJI0IeHUsI, CO3/1aBasi OTPOMHYIO (DMHAHCOBYIO HArpy3Ky Ha CEMBIO U
CHUCTEMY 3paBOOXPAHCHHUS.

- HepocTatok MeXIMCIUILIMHAPHBIX IEHTPOB: DD PeKkTUBHAS TOMOIIb TPEOYET KOMaH/Ibl CIICIIUATMCTOB: HEOHATOJIOTA,
TreHETHKa, XUpypra, KapJauoJiora, cuxosiora, oproneaa. Co3gaHue u paboTa TaKMX EHTPOB — CIIOKHAS
OpraHu3alMoOHHAs 3a/1a4a.

- [Ipo6nema "norepsinnoro nanuenta': [lepeBoa pedeHka U3 1€TCKOM BO B3POCIYIO CETh 3/IpaBOOXPAHECHHS YaCTO
COTPOBOXIAACTCS PAa3pbIBOM B HAOIIOACHUH U YXYIIIICHUN KAYECTBA €ro KU3HH.
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4. TTpo6siembl popUIIAKTUKY U TIPOOEITHI B 3SHAHUSX

- HemocraTtounasi ocBeIOMJICHHOCTh HaceneHus: /{ajnexo He Bce Oyayiiye poAUTeNy 3HAI0T O KPUTUIECKON POJTH MprueMa
(b oIMeBOM KUCIOTHI, 0TKa3a OT aJIKOTOJIS M KypEeHHsI Ha dTarie MIaHuPOBaHUsI OEPEMEHHOCTH.

- HoBble TepaTorensl: [I0CTOSHHO MOSABISIOTCS HOBBIE JIEKAPCTBA, XUMUYECKHE BEIIECTBA, MPOAYKThHI MUTAHUS,
MOTEHLIHAIBHOE BIHMSIHAE KOTOPBIX HA IJIOJ A0 KOHIA HE U3YUYEHO (HanpuMep, HOBbIE TPOTUBOBUPYCHBIE IIPENapaThl,
HaHOMAaTepHaJbl).

- Bnusnaue sxonorun: /Jlokazana cBsi3b MEXy 3arpsi3HEHUEM BO3/yXa, BOJIbI, MOYBBI U pUCKOM BAP, HO MexaHU3MbI 3TOTO
BITUSTHUS CJIOXKHBI ¥ TPEOYIOT JATBHEUIIIETO H3yUCHUS.

5. CotmanpHasi FHTErpalusi U CTUTMaTU3alus

- UaBanman3anys U Ka4yecTBO XKU3HU: Jlaxke npu yCIeIHOW KOPPEKLINUH IIOPOKA, JETH YaCTO CTAIKUBAOTCS C
OTPaHNYEHUSMHU U HYKJAIOTCS B CIELUATBHOM yX0/€ U 00pa30BaHHH.

- IIcuxonoruyeckas Harpy3Kka Ha ceMblo: PoxkJieHne peOeHKa C TSHKEJIOH aHOMAIMEe — 3TO KOJIOCCAIbHBINA CTPECC IS
poauTenei, TpeOyromuil mpodeccuoHaaIbHON NCUXO0JIOTHYECKON MOJAEPKKU, KOTOpasi 4aCTO HEJAOCTYITHA.

- CturMatuzanus B oomectBe: HecMoTps Ha mporpecc, ceMbU ¢ 0COOBIMH IETHMU BCE €I1[€ MOTYT CTAIKUBATHCS C
HEIIOHMMAHUEM U COLMAIIBHON U30JISALNACH.

CoBpeMeHHast HayKa I00MJIach OIPOMHBIX YCIIEXOB B JIEYeHUU U 1uarHocTuke BAP,HO Ha cMeHy cTapbiM npobiemam
NPUIIUIA HOBBIE, enle Oosee clioKHbIE. [ TaBHBIN aKTyalbHBIA BHI30B CETOJHS — 3TO HE MPOCTO KIACCU(DUIIMPOBATH U
JICYHTb, & TOHATH NPUUHHY, IPEIOTBPATUTH BOSHUKHOBEHUE U 00ECIEYUTh 00IbHOMY pEOCHKY TOCTOMHOE Ka4yeCTBO
YKU3HU, pelIasi KOMIUIEKC MEAUIUHCKHUX, STUYECKUX U COLMAIIBHBIX 3a/1a4.



KJIIOUEBLIE ITOHATHA 1 OIIPEJAEJIER

1. Bpoxnaennas anomanus (Ilopok pa3Butus)
- Onpenenenue: CTpyKTypHOE WM PYHKIIMOHATBHOE OTKJIOHEHHUE (BKIIIOYasi METa0O0JINYECKHE

HapyIIeHNs ), BOZHUKAIOIEE BO BHYTPUYTPOOHOM MEPUOE PA3BUTHUS U PUCYTCTBYIOIIEE TTPU

POXKICHUMU.

- KnroueBas xapakrepuctuka: MoxxeT ObITh BUAMMOM NMPU POKICHUH (KaK paciiesiiHa ryObl) Uiu
BBISIBUTHCS MO3KE (KaK HEKOTOPHIE OPOKU CEP/IIIA UITU META0OINYECKHUE OOJIE3HM ).

2. Konrenuranbenslii vs. HaciienctBeHHbIN

- Konrenuranbnpiii (0T aT. congenitus — BPOXKICHHBINA) — O3HAYAET «IPUCYTCTBYIOIINUMA MPU

POXKIIEHUW». DTO MIUPOKUN TEPMUH, OTTUCHIBAIOIIUN (aKT.

- HacnencTBeHHBIN — 03HAYAET «IEPEaHHbIN OT POUTENCH Yepe3 MOJIOBbIE KIETKU (TaMEThI) B
pe3yJIbTaTe FT€HETUYECKOU MYTALIUID.

- Baxxnoe paznuuue: He Bce KOHreHurtanbHble 3a007€BaHUs SIBISIIOTCS HACIeACTBEeHHBIMU. Hampumep,
MOPOK, BEI3BAaHHBIN MH(EKIIMEH KPaCHYXH BO BpeMsi 06pEMEHHOCTH — KOHTE€HUTAJIbHBIN, HO HE
HacieacTBeHHBIN. Y Ha000pOoT, HE Bce HACIEACTBEHHBIE 00JIE3HU MPOSIBIISIIOTCS MIPU POKIACHUU

(0one3Hbp XaHTUHITOHA).

3. Teparoren
- Onpenencuue: AreHT ((pakTop BHEIIHEH WU BHYTPEHHEH CPeJIbl), CHOCOOHBIN BHI3BIBAThH WU

NOBBIIIATH YACTOTY BOZHUKHOBEHHUS BPOXKICHHBIX aHOMaJIMI NP BO3/IEMICTBUU HA OPraHU3M BO
BpeMsi SMOpHOreHe3a.
- Buzibl TEpaTOTE€HOB:
- Ouznyeckre (MOHU3UPYIOLIAs paguanys, THIIEPTEPMHUS)
- Xumuueckue (JIeKapcTBa, aJIKOroJib, KypeHHE)
- buonoruueckue (Bupycsl, 6akrepunt — TORCH-kommiiekc)




4. Teparorenes

- Omnpenenenue: [Iporecc BO3HUKHOBEHUS TIOPOKOB Pa3BUTHS MO ICHCTBHEM TEPATOTCHHBIX (PaKTOPOB.
- KimroueBoit npunImn: 3¢ ekt TeparoreHa 3aBUCHT OT «KPUTHUECKOTO MepHoa» (Ieproia opranoreHesa, korjaa hopMupyeTcss KOHKPETHBIN
oprat). OnuH u TOT k€ (JaKTOp B pa3HOE BPEMSI MOXKET BbI3BATh Pa3Hble aHOMAJIUU.

5. Cungpom * Accommarus * [locnenoBaTenbHOCTD

- CuazpoM (0T rped. syndromé — CTeueHne) — YCTOHUMBasi COBOKYITHOCTh MHOXKECTBA IOPOKOB Pa3BUTHS, UMEIONINX SMHYIO IPUIUHY
(nanpumep, Cunapom JlayHa — npuyMHa B JIMIIHEH XpOMOCOME).

- Accormanus (Hanpumep, VATER/VACTERL) — coderanne HECKOJIBKIX MTOPOKOB, KOTOPHIE BCTPEYAIOTCS] BMECTE Yallle, YeM CIyJaifHo,
HO MPUYMHA YaCTO HEW3BECTHA WM MHOTO()aKTOpHA.

- [locnenoBaTenbHOCTh — 11€TIb AaHOMAJIUH, BOSHUKAIOLINX KaK CIeACTBUE OAHOro nepsuuHoro nedexra. Hanpumep, [locienoBarenbHocTh
[loTTepa: arenesus mouek — MajgoBOJUE — CHABJIEHHE MJI0/1a — AepopMaliy JUla U KOHEYHOCTEH.

6. Mansdopmarus * Quzpynuus ¢ Jlepopmanus « Jlucruazus

- Manbspopmanus — HapyuieHue GoOpMHUPOBAHUS CTPYKTYphl OpraHa U3-3a BHYTPEHHEH aHOMaJIMK pa3BUTHS (HalpuMep, HOPOK cepiia,
pacuienHa Heba).

- [An3pynuus — pa3pyleHre WK MPEPbIBAHNE H3HAYAIIbHO HOPMAJIBHO Pa3BUBAIOILIEHCS CT

YKTYpBI O] IeHCTBUEM BHEIIHEW CUIIbI (HallpUMep, aMHUOTUYECKUE MEPETIHKKH ).

- lebopmarns — mu3MeHeHre GopMbI OpraHa WM YacTH TeJla MO0 JIeWCTBUEM MEXaHHUYECKOTO JIaBIICHUS (HAIpuMep, KOCOIAoCTh U3-3a
MaJIOBOJIUS ).

- Jlucnnasus — HapylieHne opraHu3alyy KJIeToK B TKaHU (HampuMep, TUCIUIa3Hs KOCTHOM TKaHW — HECOBEPIIEHHBIA OCTEOTEHE3).

[Touemy 370 BaxkHO?
YeTKoe MOHMMaHKE 3TUX TEPMUHOB ITO3BOJISIET BpayaM TOYHO ONKCATh MAaTOJIOTHIO,IPEIIOI0KUTH €€ MPUINHY U MEXaHU3M BOSHUKHOBEHUS,
9TO SBJSIETCS MIEPBBIM IIArOM K IPAaBIIIHON IMAarHOCTHKE, JICYCHUIO U KOHCYIbTUPOBAHUIO CEMBH.



AHATOMO-ON3NOJIOI MTUECKA A
KITACCUDOUKAILINA

\

: CYTI) moaxozaa. KHaCCI/I(i)I/IKaHI/IH OCHOBAHA Ha JIOKAJIHU3allWuX IMTOPOKa U HOpa)KeHHOfI CUCTEMC OPraHoOB.

- OCHOBHOI MHCTPYMEHT: MexayHapoHas CTaTUCTHYECKas Kiaccu(puKkanus 6oae3Helt 1 mpooiieM, CBsI3aHHBIX
co 310poBseM 10-ro nepecmotpa (MKB-10), rnaBa XVII.

- Kon nnamazona: Q00-Q99 — "BpoxkaeHHble aHOMaIHH [[TIOPOKHU Pa3BUTHS |, 1e(pOopMaIi U XPOMOCOMHBIE
HapymeHus'.

- 'maBHBIN Bonpoc, Ha KOTOpbIX oTBevaeT: «4TO nmopaxeHno?»




woarligy,

Krnaccudukanus moctpoeHa no aHaTOMU4€CKOMY MPUHIUITY ""CBEpXy BHU3" — OT HEPBHOW CUCTEMBI K KOCTHO-
MBIIIEYHOM.

- Q00-Q07 — AHOMaTMU HEPBHOU CUCTEMBI

- Q10-Q18 — Anomanuu rnasa, yxa, Jula v 1meu

- Q20-Q28 — AHOMAaJIMK CUCTEMBI KPOBOOOPAILICHHS

- Q30-Q34 — AHOoMannu OpraHoB JIbIXaHUS :
- Q35-Q37 — Pacmenuna ryosl 1 Heba
- Q38-Q45 — JIpyrue aHOMaJIM1 OPraHoOB MHIIEBAPEHUS ’
- Q50-Q56 — AHOMaIMuU MOJIOBBIX OPTaHOB

- Q60-Q64 — AHoMaIMu MOYEBOM CUCTEMBI

- Q65-Q79 — AHOMaIMKM KOCTHO-MBIIIIEYHOM CUCTEMBI

- Q80-Q89 — [Ipyrue BpokI€HHbIE aHOMAIUHN

- Q90-Q99 — XpomocomHbIe HapyleHUs (He KiIaccu(UIMPOBAHHbBIE B APYTUX PYOpPHUKaXx)
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Anomanuu HepBHOU cuctemsl (Q00-Q07)

- Q00 — AndHuiedanus u Mo00HbIE MOPOKH
- ITpumep: Ansnuedanus (Q00.0) — oTcyTcTBHE OOIBIMIMX MOJIYIIAPUNA TOJTOBHOTO MO3Ta.
- Q01 — LHedanouene — rpblkeBoe BHIMSTYMBAHKUE COIEPKUMOT0 Uyeperna yepes 1ePeKT KOCTeu.
- Q02 — Mukpouedanusi — 3HaYUTEIbHOE YMEHBIIIEHNE Pa3MEpPOB Yeperna U MO3ra.
- Q03 — BpoxaenHas ruzporedains — u30bITOK JIUKBOPA B KETyI0YKaX MO3Ta.
- Q05 — Spina bifida (cniuna 6uduma) — HE3apalIeHUe Ty>KEK MO3BOHKOB.
- ITpumep: Q05.0 — Spina bifida meitHoro otnENA.

/Spina bifida
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AHoMaiu cucteMbl kKpoBooOpatieHus (Q20-Q28)

- Q20 — AHoManuu cepAeUHbIX KaMep U COCIMHEHMI
- [Tpumep: Q21.1 — Tpancno3unyus MarucTpajabHbIX COCY/I0B.

- Q21 — AHoManum cepaeyHON MEPErOPOIKU
- IIpumep: Q21.0 — JledekT MexxkenynoukoBoit neperopoaxu (JIMXKII). o g

- Q22 — AHOMaJINM JIETOYHOTO M TPEXCTBOPYATOTO KJIANIAaHOB nportok
- [Tpumep: Q22.1 — BposkaeHHBIM CTEHO3 JIETOYHOI'O KJIalaHa. o

- Q23 — AHoManiM a0pPTaILHOTO U MUTPAIIBHOIO KJIAITaHOB \ xenyaouKa

- Q25 — AHOMaJIUU KPYIMHBIX apTepuid , iy .1
- Ilpumep: Q25.0 — OTkpoITHIN apTepuanbHbIi MpoTok (OAII). RN HEnyaD i

HopmanbHbli KNanax

OTKpPLITLIA
aprepuanbHbii
NPOTOK

Tpu cTBOPHM
KNanaa

YronweHHsie
¥ CPaleHHble
CTBOPKH

NerouHaa 3aymeHHbIA
aprepua ’ npocset

CTEHO3MPOBAHHBIA KNANAH

Knanau nerouHon 1§ Npasbiii wenyaovex
aprepum



AHoManuu opranoB nuiieBaperus (Q35-Q45)

- Q35-Q37 — Pacmenuna ry0onl U HeOa

- Ilpumep: Q35.1 — Pacmienka TBepaoro Heba.
- Q39 — AHOMaNIMH MHIIEBOA

- IIpumep: Q39.0 / Q39.1 — Atpesus numeBoaa (¢ tracheo-esophageal fistula u 6e3).
- Q40-Q45 — Ipyrue anomannu OpraHoB MUILEBAPEHUS
- [TIpumep: Q41.0 — BpoxaeHHOE OTCYTCTBUE, aTPE3HS U CTEHO3 JIBEHAAATUIIEPCTHON KUIIKH.
- ITpumep: Q43.1 — bone3ns ['upiinpyHra (araHriano3 TOJICTON KUIIKH).

HOpManbHasa ToNCTaA

ATPE3VA NUWLEBOOA

Atpeaus Atpe3ust Atpeams
Atpeans ducryna C NpoKcuMarnbHbIM € AUCTanbHbIM C ABOVHBIM
CBULLOM CBULLOM CBULOM

HopmanbHas
aHaTomusi
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AHOMaNMHU KOCTHO-MBIIIIEYHOM cucTeMbl (Q65-Q79)

- Q65 — Bpoxnennsie nedopmaiuu 6empa

- IIpumep: Q65.0 — BposkaeHHbIii BEIBUX Oenpa.
- Q66 — Bpoxxaennsie nedopmariu CTOMbI

- [Tpumep: Q66.0 — KoHCcKko-BapyCHasi KOCOJIANOCTb.
- Q68 — [Ipyrue BpoKI€HHbIE KOCTHO-MBIIIIEYHBIE TeopMaIinm
- Q69 — INMommmakTunus — 106aBOYHBIE MATBIIHI HA KUCTH WJIH CTOIIC.
- Q70 — CungakTHINs — CpallleHUE NaJIbIIEB KUCTU WUJTU CTOIBI.
- Q77 — OcTeoXOHAPOIUCILIA3UN

- [Tpumep: Q77.4 — AxoHapoIuiazusi.




Mniocbl
(Mpeumyuiectea)

¥ YuusepcanbHocTb 1
cTaHfapTu3ayusa:
EAvHbIN A3bIK AN
Bpauyen worldwide.

M Yno6cteo Ana
CTaTUCTUKM U yyeTa:
Mo3BonseTt
aHanusupoBartb
4acToTy NOPOKOB NO
pervoHam.

W Npaktuueckas
opueHTayms: Mpsmo
yKasblBaeT, Kakas
cucTeMa nopaxeHa u K
KaKoMy cneuuanucTy
HanpaBuTb NauMeHTa.

W OcHoea gna
KOAUPOBaHUA U
¢uHaHCcUpoBaHus:
Ucnonbayetcsa B
CTpaxoBO MeAULMHeE.

MuHycbl
(OrpaHuyeHus)

>{ He ykasbiBaeT Ha
npuyuHy: He nomoraet
NOHATb, NOYeMy
BO3HMK MOPOK.

>{ OrpaHuymusaet
NporHo3 u
npogunakTuky: bes
3HaAHMA NPUYUHBI
CNOXHO OLEHUTb PUCK
NMOBTOPEHUS B CEMbE.

>{ MoxeT 6bITb
U36bITOYHO O6LLeit:
OauH Kog MoXeT
06beANHATD
3TNONIOTUYECKHU
pasHble COCTOSIHUA.

>{ He oTpaxaet
KOM6UHUPOBaHHbIE
CUHAPOMbI: CNOXHO
3aKoampoBaThb
MHOXEeCTBEHHblEe
aHoManuu, umeroune
eINHYIO NPUYUHY.




OTHUOJIOT'NY

CCKASA KITACCHUONY

KAI

Otuonoruyeckas kiaccupukanus: B mouckax mpuunHbI

- Cytb nonxona: Knaccudukanus ocnoBana Ha yctanosineHuu [IPUYNHBI Bo3HuKHOBEHUST aHOMAJIHNH.
- OcHOBHas 11enb: OnpenenuTs, IBISETCS JIU HOPOK PE3YJIbTaTOM T'€HETUYECKOM MOJIOMKH, BHELTHETO
BO3/JCHCTBUS WM UX KOMOMHALMU. DTO 3HaHHWE — KIIIOY K IPOTHO3Y, NPOPUIAKTUKE U TEHETHUYECKOMY

KOHCYJIbTUPOBAHUIO.

- 'maBHBII Bompoc, Ha KOTOphIi oTBedaeT: «IIOYEMY 310 npounsonuio?»




OCHOBHBIE IPYIIIBI TPUYHH BPOXKICHHBIX AHOMAJIUI

- I'enetnueckue ¢paktopsl (~65-70% U3BECTHBIX MPUUHH):
- XpoMOCOMHBIE 00JIE3HU
- MoHoreHHsle 00JIe3HI
- 'eHOMHBI UIMIIPUHTUHT
- Dk30reHHbIe (cpeaoBbie) hakTopsl (~7-10%):
- Teparorenst
- MynbTrdakTopuaibHbie Oopoku (~20-25%):
- CodeTaHne reHeTUYECKOM MPeIPacioIOKEHHOCTH U (DAKTOPOB CPEJIBI.
- HeyctanoBnenno# stuonoruu (~40-50% Bcex cirydyaen):
- BaxkHO MOJYEepKHYTh, UTO AaKe P COBPEMEHHOM YPOBHE THATHOCTUKH 0O
MPOLIEHT AHOMAJIMM OCTAETCSI C HEM3BECTHON IPUUYMHOM.

I'eneTnueckue pakTopbl: XpOMOCOMHbIE OOJIE3HH

- [Ipnunna: I3MeHeHre yncia Wik CTPYKTYPbl XPOMOCOM.
- Tumnsl:
- Aneynionnus: I3MeHeHue 4nciia XpoMOCOM.
- Tpucomus: Cunapom Jlayna (21), Oaapaca (18), [1atay (13).
- Monocomust: Cunapom IlepemeBckoro-Tepuepa (X0).
- CTpyKTypHBbI€ niepectpoiiku: Jleneunn, AyniuKauy, UHBEPCUH, TPAHCIOKAI]
- [TIpumep: Cungpom «xotaubero kpuka» (deletion 5p-).



I'enetnueckue dpakTopsl: MOHOTEHHBIE OOJIE3HU

- [IpyunHa: MyTanuu B OTIENBbHBIX T€HAX.
- Hacnemyrores 1o 3akoHam MeHens:
- AyTOCOMHO-JOMUHaHTHbIE: MyTanus B OJJHOM ajuiesiy nposiBisieTcss (PEeHOTUITUYECKH.
- IIpumepsr: Axonapornasus, Helipodhudbpomaros, Cunapom Mapdana.
- AyToCOMHO-pelneccuBHbIe: 3a00I€BaHNE MPOSIBISETCS IPU MyTalliU B 00CUX aJUIeIIsX.
- [Ipumepsl: @enunkeronypus, MykoBucuuaos, bonesns Tes-Cakca.
- CuemieHHble ¢ X-XpoMOCOMOM: I'eH pacmnoioxkeH Ha X-XpOMOCOME.
- IIpumepsr: 'emodunus A, Meimedynas guctpodust JlronieHHa.

Ok3oreHHsbie (hakTophl: TepatoreHsl

- Onpenenenue: akTopbl, BBI3BIBAIONINE HAPYIIEHUS YMOPHOTeHe3a.
- Knaccudukaius TepaToreHoBs:
1. ®usnueckue: Monusupyronias paauanus, THIEPTEPMUS.
2. XuUMHYECKHUE:
- JlekapctBa: Tanunomug (poxomenus), Perunoutst (mopoku [THC), Bansnpoats! (nedex
HEPBHOU TPYOKH).
- Bpennbie mpuBbIuku: AKOromib (PeTaabHbIi aTKOroJbHBIN CHHAPOM), KypeHHe, HApKO
3. buonornueckue (Mudexuun):
- TORCH-kommekce: Tokcomnazmos, Kpacuyxa, [{luromeranosupyc, I'epriec, Cudumc.
BbI3bIBatOT MHOKECTBEHHBIE TOPOKH.




Mniocobl
(MpeumyiecTea)

M NporxocTuyeckasn
ueHHocTb: Mossonser
OLLeHUTb PUCK
NOBTOPEHNA aHoOManumn
B CEMbe.

# ocHoea gna
npodunakTuKm:
3HaHM1e NpUYNHbI
nossonset
npefoTBpPaTUTh
MHOTrMe MopoKM
(Hanpumep, npuem
donueBoit KUCNOTHI,
BaKLMHaLuA).

¥ Kniou k neuenuio:
[na HeKoTopbIX
MeTabonnyeckux
60ne3Heit BOSMOXHO
cneyunpuyeckoe
neveHue (aveta npu
DKY).

M noseonser
npoBecTu
LenieHanpaBieHHOe
ob6cnegoBaHue:
MoHMMaHWe NpUYUHbI
cy>Xaet Kpyr
ANarHoCTMYeckoro
noucka.

MwuHycbl
(OrpaHuueHus)

>{ CnoxHocTb
AuarHocTuku: TpebyeT
JLOpPOrocTOALLUX
reHEeTUYECKUX U
nabopaTopHbIX
nccnepoBaHum.

> BbicoKwii npoLeHT
HeyCTaHOB/EHHbIX
npuyuH: Okono
NONOBUHbBI CNyYaes
ocTarTcs
MANONaTUYECKUMMU.

>{ He Bceraa npamas
cBA3b: CNOXHO
AoKasaTb
NPUYUHHO-CNEACTBEHH
yto CBA3b AN
MynbTUdaKTOpUanbHbl
X 3a60s1eBaHMiA.

>{ 3Tnyeckue
cnoxxHocTu: Bonpochl,
CBfi3aHHble C
npeHartanbHOn
ANArHoOCTUKON 1
reHeTu4yecKum
KOHCYNbTUPOBaHUEM.




OTHONOTHYECKas KIacCUPUKALMS — 3TO «ITyTEBOAUTEND 10 TPUUHMHAMY, KOTOPBIN YIIIyOJIsIeT
MOHUMAaHUE MATOJIOTUU U OTKPBIBAET MYTH JJIs1 IEPCOHATM3UPOBAHHON MEIUIIMHBI,
NPOPUIAKTUKY U KOHCYJIBTUPOBAHUS, HO CTAJIKUBACTCS C IPOOIeMaMu JUArHOCTUKH U
STHUKHU.




Knaccudmkauus BpoXaeHHbIX aHOManuii A5isi peseHTaumm

Kputepuii

OCHOBHOI1 BOnpoc

OcHoBa
Knaccupukauumn

TnaBHbI UHCTPYMEHT

OcHOBHas uenb
NpUMeHeHus

AHaTomo-pu3smnonoruy
€CKUii NpUHLMN

YT1o nopaxeHo?
(Nokanusauus
fedekTa)

OpraH unu cuctema,
MMetoLLas CTPYKTypHOe
unu GyHKLMOHaNbHOe
OTK/IOHEHUE

MKB-10 (koabl
Q00-Q99)

CrtangapTusauus
ZAnarHosa,
CTaTUCTUYECKMUI yYeT,
opraHu3auus fieyeHus
1 XUPYPruyecKoim
nomotuyu

STuonorunyeckum
npuHLMN

Mouemy 3to
npou3sowno? (MpuunHa
BO3HUKHOBEHUSA)

MpuynHa, BbI3BaBLIAA
HapylueHne pasBuTus
(reHeTnyeckas,
cpefoBas,
MynbTudakTopuanbHas

)

[aHHble
reHeTu4yecKoro
TecTMpoBaHus,
TepaTtosiorMyeckoro
aHaMHesa,
KNIMHUKO-TeHeanormyec
KOro aHanusa

YcTtaHoBneHue
NPUYUHBI,
onpepenexHve
NpoOrHo3a, oueHka
puCKa NOBTOpEHMS,
reHeTmyeckoe
KOHCYNbTUPOBaHMUeE U
npogunakTuka

OcHoBHas yenb
NpUMeHeHus

CunbHbIe CTOPOHbI

Cna6ble CTOPOHbDI

Knuuuyeckoe
3HaveHue

CraHpaprtusauyus
AuarHosa,
CTaTUCTUYECKUN yyerT,
OpraHu3auun nevyeHus
W XMpypruyeckon
nomowyu

* YHMBEpCanbHOCTb U
npocrtora
MCNonb3oBaHns

* Ypo6cTBO Ans
CTaTUCTUKU U
duHaHCcMpoBaHus

« MpsimMoe ykasaHue Ha
TaKTUKY NeYeHus
(Hanp., K kakoMy
XUPYPry HanpaBuTb)

* He ykasbiBaeT Ha
NPUYnHY

* OrpaHuymnBaet
BO3MOXHOCTH
npopUNaKTUKMN 1
nporHosa

* MoxeT 6bITb
MU36bITOYHO 06LLen

TakTuueckoe: "Kapra’
ANS HEMEeANEHHbIX
AencTBuUnA —
NOCTaHOBKM AWArHosa,
rocnuTanusaunm u
nNaHupoBaHua
onepauuu.

YcraHoBnexue
NPUYUHBI,
onpepenexsue
NPor{o3a, oueHka
pUCKa NOBTOPEHMUS,
reHeTuyeckoe
KOHCYNbTUPOBaHMUe n
npogunakTuka

* ny6uHa NOHUMaHuA
cnyyas

* MporHocTuyeckas
LUEHHOCTb ANS CEMbMU
* BoamMoxHOCTb
3TUOTPONHOMN
npopunakTUk1 n
nevenus (rae oHo
cyuiecTeyer)

* CNoXHOCTb 1
CTOMMOCTb
AWarHoCTUKK

* BbICOKMI NPOLEHT
cnyvaeB C
HEeyCTaHOBNEHHOW
aTuonoruen

* 9TUyeckue aunembl
(Hanp., npu
npeHaTanbHon
ANarHoCcTuKe)

Crpateruyeckoe:
"Mytesoautens’ ans
AONTOCPOYHOro NnaHa
— NpOrHoa3a,
peabunutauum n
KOHCYNbTUPOBaHUA
CceMbM 0 Byayuux
6epeMeHHOCTAX.
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Knunnueckoe 3Hauenue: UHTErpupoBaHHbIN NOAX0 HA IPUMEPE NAllUEHTa
[Tpumep: PebeHok ¢ gedekToM HEpBHOI TPYOKH.

1. Araromo-dusnonorndecknii fuarao3 (Uro?):
- Spina bifida (Q05.9).
- JlenctBue: HemenneHHoe HanpasieHue K HEMPOXUPYPry AJis INIAHUPOBAHUS ONIEPALIAH.
2. Oruonoruueckuii nouck (Ilouemy?):
- Coop anamHe3a: YpoBeHb (POJIMEBOM KUCIOTH Y MAaTEPU, IPUEM MTPENapaToB.
- I'enetnueckuii ananus: [louck mytanmii B reHax onarnoro mukia (Hanpumep, MTHFR).
- PegynpTat: YcranoBieHa MynibTU(aKTOpHAIbHAS TPUPOAA C BIUSHUEM AehuiiuTa GOIueBOl KHUCIOTHI.
3. MHTerpupoBaHHOE KIMHUYECKOE 3HAYCHHUE:
- s nmanuenTa: [IpoBeieHO XUpyprudecKoe JeYeHHe U COCTABJIEH IUIaH peaduIUTaIIH.
- st cembu: I[lpn MeauKO-reHeTH4eCKOM KOHCYJIbTUPOBAHUU J1aH TPOTHO3 O HU3KOM PUCKE IMTOBTOPEHUS (2-
5%) npu ycI0BUM NTpHUEMa BBICOKHX 7103 (POJIMEBOM KUCIIOTHI MPU MOCIEAYIOMNX OEPEMEHHOCTSIX. ITO —
s dexTuBHAs NpOPHUIAKTHKA.

I'maBubI BBIBOI: O0a MOAX0/1a HE UCKITIOYAOT, a IOMOJHSIOT APYT Apyra. AHATOMO-(DU3HOI0THYECKas]
KJ1accuuKaIus — 3TO SI3bIK OOIIEHHUS Bpauel "31ech u ceifuac”, a 3THoJIorndeckasi — S3bIK MPOTHO3a U
npoUIaKTUKH JIJI CeMbU B OyayiieM. X uHTerpaius cocTaBisieT OCHOBY COBPEMEHHOM MOMOIIIH
MAIMEeHTaM C BPOXKJIECHHBIMU aHOMAJIUSIMH.
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SAKJIIOUEHUE

[TpoBeneHHBIN aHATU3 ABYX MPHUHITMIIOB KJIACCU(UKALIMK BPOXKICHHBIX aHOMAJIMI TTO3BOJISIET C/IeNIaTh
CJICYIOITNE BBIBOJIBI:

1. JIBa B3ryisia — oJiHA 11eJ1b. AHATOMO-(U3UOIOTUYECKHUIN U STHOJIOTMYECKUH TIOIXO0/IbI HE SIBJISIFOTCS
B3aMMOMCKIIIOUaOIMUMHU. OHU MPECTABISIOT CO0O0H JIBE CTOPOHBI OJTHOM MEJal, OTBEUYasl Ha KIIFOUEBBIC
BOIPOCHI KJIMHUYECKON MpakThKU: «UTo nopaxeno?» u «llouemy 310 mpou3onmio?».

2. Cuneprus JiJ1sl TallMeHTa. Y HUBEPCATBHOCTh U CTAaHAAPTHU3AIIM aHATOMO-(U3HOIOTUYECKON KIacCuuKauu
(MKB-10) siBnsiroTcst He3aMeHUMBIM (QYHIAMEHTOM JIJIsl OpTraHU3AIMH JICYSHUS, XUPYPTUUECKON MOMOIITU U
BEJICHUSI CTATUCTUKU. B TO k€ BpeMsi, STHONOTHYeCcKast Kiiaccudukaius o0ecreunBaeT riyouHy
MOHUMAaHUSI, OTKPBIBAS MYTH JIJIs1 TPOTHO3a, TPO(PHIAKTUKHA U TEHETHYECKOTO KOHCYJIbTUPOBAHUS CEMbH.

3. [lyTh k mepcoHanu3upoBaHHOM MeauiiHe. aTerpaust 000MX MPUHITUIIOB MO3BOJISIET MEPEUTH OT MPOCTOTO
YCTpPaHEHHMs TOCIEACTBUN MOPOKA K KOMILUIEKCHOMY BEJICHUIO MMAI[UEHTA U €r0 CEMbU. 3HAHUE TPUUUHBI
IIO3BOJISIET HE TOJIBKO JICUUTh, HO U MPEAOTBPALLATH, UTO SIBJISETCS [NIABHOU 3a71a4€ii COBPEMEHHOU
MEIULIMHBI.

Takum 00pa3om, TOJIBKO COYETAaHHOE MPUMEHEHHIE aHATOMO-(HU3UOIOTUYECKOTO U ATHOJIOTHYECKOTO
MPUHITUIIOB Kjaccuukanum 06ecTrieurnBaeT MOJHOIEHHYIO JUATHOCTUKY, () (PEKTUBHOE JICUCHHUE
YCHENTHYI0 TPO(HIaKTUKY BPOKICHHBIX aHOMAJIUN pa3BUTHS.



Cnoacu6o 3a BHuManue!
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