OEAEPA/ABHOE T'OCYAAPCTBEHHOE BIOAKETHOE OBPA30OBATE/ZIBHOE
BOJ/ITOI'PA/ICKUI YUPEXXKAEHME BBICIITETO OBPA30OBAHIS
FOCY/JIAPCTBEHHDII Boarorpaackim rocyaapCTBeHHBIN MEAMIIMHCKUM VHUBEPCUTET
MEHIHCKHIT ) pad yAap AE yHVUBEP ?

YHUBEPCHTET Munncrepcrsa 3gpaBooxpanenus Poccuiickon Pegepanim

Kadeapa pynaameHnTaabHOM MeAUIIMHBI Y1 OM1OAOTUN

IloHsiTNE O reHeTMUYEeCKIIX, HAaCAeACTBEeHHO-
CpeAOBBIX 1 DK30I'€HHbIX aHOMAAWISIX. /

Boarorpaa, 2025 rog,



aHOMaANNM — BTO He IIPOCTO TEOPIIIL. D10 KA10Y4, KOTOpBIﬁ OTKPbIBA€T BO3SMO>KHOCTI A1

» TouHomn ANMAarHOCTUKIM: SHas ITPONCXOKA€eHE, Mbl MO>KEM BI)I6paTI) IIpaBM1/1bHbIE METOAbI O6CAQZI,OB&HM$I.

» DPpPpekTUBHOrO aeueHms: 1oaxog K aereHeTIecKOro 3a00A€BaHNsI M aHOMAaAUY, BEI3BAHHOI
BHEIIHIM (paKTOPOM, IIPVHIIUIINAABHO pa3dANdeH.

» U1, uT0 0COOeHHO BaXXHO, NPpOPpmaaKTUKI. Mbl MOXXeM HpeA0TBpaTUTh MHOXKECTBO I1aTO
3Hasl X TPUITEPHI.




aHOMAaAUIA.
AAst ee AOCTUYKEHUSI MBI peIInM KAIOYEeBbIe 3a4a4:

» Jaaum mcdepIibiBalolee orpeaeaeHye ¥ XapakTepUCTUKY TeHeTUYeCKM aHOMaAlsIM, TAe
IIpUYyHa KpoeTcs nckamunteasHo B AHK.

» Pasbepem Doaee CA0SKHYIO KOHIIEIIIINIO HaCAeACTBEHHO-CPeAOBBIX aHOMAaANM, rAe 001e3Hb
SIBASIETCSI pe3yAbTaTOM B3alIMOAENICTBYSI TeHeTUYEeCKOI ITpeApPaciOA0KeHHOCTH 1 (paKTOPOB
OKpY>KaroIen cpeanl.

> OxapaKTepI/IsyeM YK30IeHHbI€e aHOMaAVMN, BbI3BaHHbI€ BHEIITHMMI BOSAQIZCTBI/I)IMM HnpwrnsHa49aA1bHO
HOPpMaAbHOM I'€HOTIIIE.



pyHKIIMM reHOB 11 XpoMocoM. IIpoite rosops, "ommoOKa" 3aa0KeHa B TeHeTMIeCKOM KOJe
Jyea0BeKa.

» Karouesast xapakrepucTuka: I Ipnanna — MckA104nTeAHO B reHeTndeckom martepuaae (AHK). Dra
"ommn0OKa" MO>KeT ObITh yHacAeA0OBaHa OT poAUTeAel A BOZHUKHYTh COBEPIIIEHHO CAy4alHo, de 7
B [I0A0BOJ KA€TKe pojguTeaell MAY Ha PaHHUX CTaAVAX Pa3BUTUSI DMOPUOHA.

» Basxno moHmMars, 4TO BAMSIHUE CPeAbl 34€Ch MUHUMAaAbHO AN OTCYTCTBYeT. boae3Hs 1poss
CILAY CaMOM CBOEV T€HeTUYECKOU IIPUPOAbI



» XpomocoMHBIE aHOMaaAMM: 34ech Ipo0.1eMa He B OTAeAbHOM I'eHe, a B 11eA0J1 XpOMOCOMe AU ee
KPYITHOM y4acTKe. DTO M3MEHEeHNe 4l1CAa VAU CTPYKTYPBI XPOMOCOM.

» MoHoreHnHble (reHHbIe) 00ae3HM: Kaacciueckite "HacaeACTBeHHBIe 00/€3HH ', BbI3BaHHbIE MyTallliell B
OAHOM KOHKpeTHOM reHe. OHI HacAeAyIOTCs 11O 4eTKIM 3aKoHaM MeHaeasl.

» MuroxoHapuaabHbie 00ae3HM: boaee peakas rpyr1ina, CBs3aHHas C MyTalMsIMU He B IACPH
AHK, a 8 AHK MUTOXOHApUII — OpraHe/A/, OTBeYaIOLIMX 3a PHEProoOpa3oBaHle B KAETKe.

» MyabTndakropmaabHbie 3a00aeBaHNsI MBI CO3HATE/AbHO BEIHECEM B OTAE/AbHYIO I1a
B VIX Pa3BUTUN POAb CpeAbl He IIPOCTO 3Ha4lMMa, a KpUTU4YHA. "




0O0pa3oBaHMN ITOAOBBIX KAETOK) 1AM MUTO3€e (Ha PaHHMX CTaAVIsAX
AeAeHUsI 3UTOTHI).

» CaMbIli 9aCTRII TUII — aHEeyILAOMUAMSL. DTO
VI3MEeHEeHMe Y1/CAd XPOMOCOM, KOTZa BMECTO Iapbl TOMOAOTMYHBIX
XpOMOCOM IIPUCYTCTBYeT AXOO TpU KON (TPUCOMILS), ANOO0 OAHA
(MOHOCOMI/I}ISD.

Apyroy TUIl — CTPYKTypPHBbIe IIepeCTPOVIKM. 34eCh YMCAO
XpPOMOCOM HOpMaAbHOE, HO VX CTPYKTypa HapyIlleHa. DTO MOKeT
OBITE:

> Aeaermyst — 11oTepst ydacTka XpOMOCOMBI.

» Aynamukanmss — yABOeHMe ydacTKa.

» VIaBepcmst — 11oBOpoOT yyacTka Ha 180 rpagycos.

» TpaHcaokanys — mepeHoC yJyacTka O4HON XpOMOCOMEI Ha APYIVIO.

Ba>xHBIII MOMEHT: Takiie aHOMaANy, KaK IIPaBUAO, He HACAe)Y0mcs B
K/AaCCUYeCKOM IIOHMMaHNY, a BOSHUKAIOT CAy4allHO, XOTS PUCK VX
BO3HVIKHOBEHIISI MOJKET OBITh BBIIIIE B OIIpeAeA€HHBIX CeMBbIX."

Fannowua (n)

Auvnnouna (2n)

Tpunnowug (3n)

Terpannowup (4n)



pyYiMiHa accnmyeckas opMa — DTO TPMCOMMII I10 21-M1 XpPOMOCOME. D Ka’K40U KA€TKe OpraHIn3Ma

> IIPUCYTCTBYeT He ABe, a Tpu 21-x xpoMocomsl. Ob1Iee yrcao xpoMocom — 47.
» Kamnmueckast xapaKTepucTHKa O4eHb pa3HOOOpa3Ha:

» CoO CTOpPOHBI HEPBHOV CUCTEMBI — YMCTBEHHAas OTCTaA0CTh Pa3HOV CTEeIIeHN.

» XapakTepHble BHeNIHVE IIPM3HAKM: pacKOChIe I1a3a, 1A0CKOoe AUIIO0 U IepeHocua, Opaxmuedaans
(YKOpOYEeHHBIN Yepelr).

» IloBblilleH prICK BpO>KAEHHBIX IIOPOKOB CepAlla, HApYIIEHNI CAyXa, 3PEeHIs, a TAaKKe AeMKO03

» KaroueBon pakTop pmucka: Bozpact matepu. Yem crapiie >KeHIIHa, TeM BBIIIE Be
HepacxXo>KAeHNsI XpOMOCOM IIpU 00pa3oBaHUM SANIEKAETKI. "







» XapakTepHble IPOSIBACHVISI:

>

>

Hwmsknit pocT — 0AMH 13 cCaMBIX ITOCTOSIHHBIX IIPU3HAKOB.
KopoTtkas miest ¢ KpbLAOBUAHBIMY CKAagKaMM (IITepUTMYM-CUHAPOM).

Camblil cepbe3HBII IIPU3HAK — MepBIYHOe Oecriaoane due to pe3skoMy He40Pa3BUTHUIO
SINYHUKOB (AVICT€HE31sI TOHAA).

Bonpexn pacripoctrpaHeHHOMY MHEHUIO, MHTEAAeKT y OOAbIIVHCTBA MallVIeHTOK
COXpaHeH, XOTsI MOTYT BCTpedaThes crielindrueckie Tpy4HOCTU ¢ OOydeHyeM. "




D D OKOV D410 b I PDc qV bl bd b PV, K PO KRACHYV 910 bHO1 O PCOCHKdA b CMbC.

> BBIZI,G/UIIOT TpM OCHOBHBIX THIIId HACA€A40BaAHWII:

» AyTOCOMHO-gOMMHaHTHOe: /45 IposiBAeHsI 00Ae3HU 40CTaTOYHO OAHOV MYTaHTHOV KOIIMY I'eHa
13 Hapel. boaeroT 1 My>X4MHBI, U >KEHIIVIHBI.

» AyTocoMHO-penieccuBHOe: boae3Hb MPpOsBAseTCA TOABKO €CAN Y YeA0BeKa 00e KON TeHa
MyTaHTHEIe. Poautean nmpu 3ToOM MOIYT OBITh 340POBBIMY HOCUTEASMIL.

» CoemnaenHoe ¢ moaoM: I'en Haxoautcs Ha X- nan Y-xpomocome. Hanbozee yacto — X-cuen
pellecCBHOe HacAeAOBaHNe, KOTOpOe MPOsIBASETCs IIPeVMYIIeCTBEHHO Y MY>K4VH. "




» Uro nmpomcxoant? Cekpet, BeipaOaTbIBaeMbIll DK30KPUHHBIMY >KeAe3a (10T, CAM3b), CTAHOBUTCS

Ype3BhIYallHO I'YCTBIM U BSI3KVIM.

» Kanmamygeckast KapTuHa:

» Ilopaxxenme aerkmx: Bsskast MOKpoTa 3a0uBaeT OpOHXI, UYTO HPUBOAUT K XPOHMUIECKUM MH(PEKIVAM
ITHeBMOHVISIM U ABIXaT€AbHOV HeA0CTaTOYHOCTH.

» ITopaxxenme KKT: I'ycroi cekpeT mogxeaya04HOM >KeAe3bl 0AOKMPYeT ee IPOTOKM, HapyIlasl
IIeBapeHue.

» /ledeHme KpaliHe CAO>KHOe U IOXM3HeHHOoe. OHO HallpaBA€HO Ha pa3 XIVDKeHe U YA
MOKPOTBI 13 A€TKUX U 3aMeCTUTeAbHYIO (PEpMEHTHYIO Tepaluio."

e




nanbubl YenoBekKa
C MyKOBMCLUMQO30M




peneCCUMBHBIM HacAeAOBaHIeM — reMoguans A, "apckast
0oae3Hb'.

>

ITpmanna: Mytanus B rese, kogupyiomem ¢pakTop
ceeproiBaHMs1 KpoBu VIII. I'en pacrioaosxen Ha X-
XpOMOCOMe.

Mexannsm: [10cK0AbKY y My>KYMH TOABKO O4Ha X-XpOMOCOMa

(BTOpas — Y), TO gaKe 0OAHa MyTaHTHasI KO I'eHa
IIPUBOANUT K 00A€3HU. Y JKeHINH ABe X-XPOMOCOMEBI, I
340pOBasl KOINs TreHa OOBIMHO KOMITIEHCUpyeT ge(peKTHYIO,
II09TOMY OHU SIBASIOTCS 340POBBIMM HOCUTEAbHUITAMIL.

ITposiBaenus: Pe3koe HapylleHne CBePThHIBA@MOCTI KPOBUL.
XapakTepHbl AAUTeAbHBbIe, HEOCTaHaBAVBAIOMIVIECS]
KPOBOTeUYeHMs AaKe IIPpY HeOOABIINX TpaBMax, a

TakK>Ke CIIOHTaHHbIe KPOBOM3AVISIHVSL B CyCTaBbl
(reMapTpO3bl), YTO HPUBOAUT K UX TKEAOMY HOPaKeHUIO.

OcHOBa 2eyeHNsT — MOXM3HEHHbIE IHBbEKIVY KOHLIeHTpaTa
HegocTawmero pakropa ceeproiBanmus VIII.

MutoxoHapuanbHbIe

3aboneBaHuA

— nna HacneCTBeHHblx
zabonesaHnm, CBA3aHHbLIX C

agedekramu B
(YHKUMOHUPOBAHUMN
MUTOXOHAPUWA, NPUBOAAWMNMM
K HapyweHusam
3HepreTuyecknx yHKUUN B

KneTkax yenoseka.




> OnpeaeaeHme HacaeACTBEHHO-CpeO0BBbIX
AaHOMAAUN

> MBI [IEPEXOAVIM K CaMOV PacIIpOCTPaHEHHON I,
I10>XKaAy¥l, CaMOVI MHTePEeCHOM IrpyIire —
HacaeACTBEHHO-CpeAOBbIM, A
My AbTV(paKTOpMaabHbIM, aHOMAaAVISIM.
Omnpegeaenmne: D1o 3a001eBaHU, KOTOPbIE
BO3HIKAIOT B pe3yabTaTe COBMECTHOTO AeMCTBIS
reHeTMYeCKOV IIpeApacIIOA0KeHHOCTH I
HeOaaronpuATHBIX (PaKTOPOB BHEIITHEN Cpeabl.
Hu oauH 13 GpakTOpoB B OTA€ABHOCTU HE SIBASETCS
AOCTaTOYHOU IIPUYMHOMN AAs1 OOAE3HI.

» KaroueBas koHnermmus: Yeaosek HacaeayeT He
caMy 004€e3Hb, a IPeApPacOA0XeHHOCTb K Hell —
HeKII 'TeHeTu4deckuii rpy3". Vl Toapko nipn
BO3AEVICTBIY ITPOBOLMIPYIOIIEro (pakTopa
Cpeabl BTOT I'PY3 peaansyercs B 3a00AeBaHNe.

» Oopmyaa IpoOCTa, HO OYeHDb BasKHa: ' | eHeTHm4IecKast
IIpeApacIioA0XXeHHOCTh' + "[Iposonmpyronumi
¢dakTop cpeanr’ = Maundecranmst 00ae3Hn."

ENpEARACAONOHEHHEE

¥ Boneinm

HEEMHHW AeaeT
K NoNagaHusn B 3oHy Goneisw ——

HakonneHWe enNOXMIs FEHOR
BEAET K NONARAHAK B JOHY Goneiny —=
Fuc. 3.5, Floumiusyans el Sapamméep HaoledcmasuHoi

R0 e0 P CROMGMCEHNOCHTI, O RPLFHANGE © ROpOaDaE



ITIPUMEP: CAXAPHEIN AVABET 2-TO TUITA

"MAEAABHAS UAAIOCTPALIVISI HACAEACTBEHHO-CPEAOBOI
MOAEAN — CAXAPHBIN AVIABET 2-TO TUIIA.

TEHETUUYECKASI ITPEAPACITIOA0XEHHOCTD: UE/OBEK MOKET
YHACAEAOBATD LIEABI HABOP TEHOB, KOTOPHIE
OBYC/AABAVBAIOT MHCY AMHOPE3UICTEHTHOCTD —
COCTOSIHUE, KOTAA KAETKI OPTAHM3MA T1A0XO PEATUPYIOT
HA MHCYAUH

®AKTOPHI CPEABIL: IMEHHO OHI "3AITYCKAIOT" BO/IE3Hb.

OTO OKNUPEHME (OCOBEHHO

BICILIEPA/ABHOE), MA/AOITO ABVI>KHBIN OFPA3

AKVM3HN 1 HEITPABUABHOE ITMTAHUE C M3BBITKOM ITTPOCTDBIX
YTAEBOAOB.

KAKOYEBOW BBIBOA: UE/IOBEK C OTSTOIIIEHHOU
HACAEACTBEHHOCTBIO MOXET HUKOT AA HE 3ABOAETD, ECAN Rl audiiii
BYAET BECTU 340POBLI OBPA3 XXIM3HI. 1 HAOGOPOT, Mmgynim 0 O Tmoxosa
YEAOBEK BE3 CEMEVMHOW ICTOPUI AMTABGETA MOJKET &
3ABOAETD TPV CMIAbHOM OXMPEHUIN N TNTIOAVHAMMWI. 2TO —
AOKA3DBIBAET PABHYIO BAJKHOCTD OBEMX COCTAB/AATIOINX. Ry Kawan

| ] LMA FAKIEO 3
‘ . II o

| ]

1 i

MHCynHH oTEpMBaeT
KaHAN ANA FIKDas

Mmiokoza 3axoguT
B ENETKY

Karan

1
Y mne rmokoss
(!
OTEQLIT




» DakTopsl cpeabl: Ecan Ha MaTh B KpUTUYECKNUIL IIePpUOJ, (II€PBbI
TPUMECTP) ACVICTBYIOT TepaTOIeHBbl, pPUCK peaansyercs. K HuM oTHOCATCS:

> Adeduut ¢poaneBoi KMCAOTHI B OpTaHU3Me MaTepu.

» Kypenme 1 ymorpe0daeHne aakoroast BO BpeMs1 0epeMeHHOCTI.

> HpmeM HEKOTOPBIX A€KaPpCTBEHHDIX IIpEIIlapaTOB.

» Pesyabrat: Hapymenne HopMaabHOTO (pOpMUPOBaHNS ANLIA,
TpeOylolljee B 4aAbHENIIeM CAOXKHBIX XMPYPTUIECKIX BMeIlaTeAbCTB. "




/

X0AaeCcTepmHa, CKAOHHOCTD K apTepMaabHOM
IMIIepTEeH3My, OCOOEHHOCTU CTPOEHNS COCYAVICTOM
CTeHKU U CHCTEMBI CB€PTBHIBAaHMS KPOBIA.

» DakTOpHI Cpeabl: DTO TO, UTO MBI Ha3blBaeM '00pa3oM
"
>KUBHU

» Kypenmne (raasHpiii MOAMQPULIIPYEMBIN PaKTOP).

» HepanmonaabHOe nmrTaHMe ¢ N30BITKOM JKIPOB U COAN.

> XpOoHM4eCcKni crpecc.

» Hwuskasa pusmaeckass aKTMBHOCTD.

> BakHeyimmii BBIBOA A5 MeAVIIIMHBL /Ja>xe ipu
O4YeHb [1/10X0M HaCAeACTBEHHOCTY, KOHTPOAb
¢daKkTOpOB cpeabl (OTKa3 OT KypeHUsl, AVeTa, CIIOPT)
1103B0AseT OTCpounTsb pasputue VIbC Ha aecatnaerus n
3HAYUTEABHO CHU3UTH PUCK MH}APKTA.

NiwemMuueckan 6onesHb cepua - NOPaxeHne KopoHapHbIX apTepun

i

Cyxenune 30%

2.

Cyxenue 50%




» DakTOophl cpeabl: OHI "3aIlycKaloT' 00/€e3Hb y IIpeApaclioA0KeHHOIO JyeA0BeKa:
» IlpenaraabHble MHPEKOMN AN CTPECC y MaTePL.
» OcaoXHeHHBIe POABI (TUIIOKCHA).

» IlcmxoTpasmupyiomye cCOObITUA B A€TCTBE U IIO4POCTKOBOM BO3pacTe.

» YrorpeOaeHe IICUXOaKTUBHBIX BelllecTB (HallpuMep, KaHHaOuca).

» BaxHo nmogdepkHyTb: Hasmdne reHeTnyeckoro pucka He siBAsieTCsl HIPUTOBOPOM. Y
HOCHUTeAel "PUCKOBBIX I'eHOB 00A€e3Hb HIKOTAa He pa3oBheTCs IPU 0AaTrOIPUATHBIX Y



PaAMOaKTUBHbBIE M30TOIIBI), KOTOPasl BBI3bIBAeT MyTalli U TOeAb KAETOK, a Tak>Ke BBICOKMe
TeMIlepaTyphl (TuneprepMmns y MaTepu, HaIpuMmep, Ipu AAUTEAbHOM ANXOPaj09HOM
COCTOSTHUN).

2. XuMm4deckue TepaToreHbl: D10 camas oomupHas rpya. Cioga BXOAAT 2eKapCTBeHHbIe
Ipenaparbl (HeKOTOpble aHTNOVOTUKY, PETVHOUABI,

IIPOTUBOCYAOPO>KHEIE), aAKOT0Ab, HAPKOTUYeCKIe BeleCcTBa, KOMIIOHEHTbhI TA0aYHOTIO
AbIMa, IIPOMBIIIAeHHbIE SIABI (IeCTULVIADI, TsKeAble MeTaAAbl, TaKye KaK PTyTbh U CBIHEL).

TaK>Xe AANTeAbHO€E AaBA€HVI€ MAaTKN Ha 11104, HaIIpMIMeEDP, IIPU BbIpa’>kKeHH MaAaA0OBOANII.



ApoO/eHue 3UTOThl ¥ POpMIUpPOBaHME 3aPOABIIIEBbIX AVICTKOB. 3aKOH 34eCh — "BCe MAM HI4Iero'.
To ects, ecau nospeskaeHNne 3HaUNUTEABHOE, DMOPUOH ITOorndaeT U IIPOUCXOAUT BBIKVABIII (4acTo

He3aMeTHBIN A4 )KeHH_H/IHbI). Ecan IHOBpEXXKAeHNE€ KOMIIEHCNPYETC, TO pa3BUTNE IIPOAO0A KAETCA
HOPMAaAbHO.

2. Ilepnog smoOpuorenesa (3-8 Heaeast): Oro HAMUBO/EE KPUTUYECKUN ITEPN1OA — uaet 3akaaaxa
1 pOopMIPOBaHIEe BCEXOCHOBHBIX OPraHOB U CICTeM (OpraHoreHes). Bosaerictsue TeparoreHa B 9Tou ¢ase
IIPUBOAUT K CAMBIM I'PYOBIM M TsIDKeABbIM IIOPOKaM pa3BUTHsI (IIOPOKU cepAlia, HEpBHOV TPyOKH,
KOHEYHOCTEN).

3. @eTaabHbIN IepnoO (c 9 Hegean 40 poaoB): OpraHsl y>ke cpOpMIUPOBaHEL, TEHEPh
11 cO3peBaloT. Bo3aericTere B 9TOM Ileproge y>ke He BBI30BeT OTCYTCTBMs OpraHa, HO
IIpUBeCT! K (pyHKIIMOHAAbHBIM HapyieHMsaM U rospexaeHnio [HIHC (Mukponedaans,
HapyIIeHNs II0BeAeHNs], IP00AeMBbl C 00yuyeHIeM).



CBOOOAHO HpOHI/IKaIOT gyepe3s IAaLeHTy U HaIPsIMYIO ITOBPEXKAAI0T
KAETKM 111044, Hapylias UX AeAeHe Y MUTPaLNIo.

» XapakTepHas Tpuaaa IIpU3HAKOB:

» unieBble anoMaavy: Craa’keHHast HOCOIyOHas CKaaka, TOHKasl KpacHasl
KaliMa BepXHell I'yObl, HU3KIII 100, KOpOTKasl T1a3Hasl I11eb.

» IlpenaTaabHast /1AM IIOCTHaTaabHas 3ajaeprkKka pocra. PebeHok
PO>XKAaeTcs ¢ HU3KIM BeCOM U I110X0 HaOUpaeT eTo I10ocAe POoKAeHN:L.

Manexobkas ronosa Hu3kas
» ITopaxxeHue IIeHTPaAbHON HEPBHOM CMCTEMBI. DTO caMoe TsKea0e [ e i
I1ocaeAcCTBIe: Heo6paTMMa;I YMCTBEHHasI OTCTAaa0CTh, npo6/1eMb1 C (CMOTORCII CRYSD) N
Koporxas
BHIIMaHVEM, OOy4eHMeM, [IaMsThIO U ITIOBeAeHIEeM. | I (25 wens
» Camoe raaBHOe, YTO HY>KHO BbIHeCTV: PeTaAbHBIN aAKOTOABHBIN .' KopoTxuit
cuHApoM siBasieTcst Ha 100% mpeAOTBpAaTUMBIM, €CAY IOAHOCTHIO  [REkmadillls - —

MCKAIOUNTD YIIOTpeOAeHNe aAKOT0As Ha BceM IPOTSIKeHN! c Towxan
- p FNAXEHHBIN BEDXHAR
OepemenHoctn. He cymectsyer GezonacHo 40361/ ryb

HepassnTas HIKHAS YenicTsL



» Kamnmdeckast xapakrepucruka: Kaaccuueckue nposipaeHns ooObeATHEHbI B
TakK HadbiBaemylo Tpuaay I'perra:

» BpolkgeHHBIe IOPOKM cepalia (4allle BCero 9TO OTKPBITHIN apTepyaAbHbIN
IIPOTOK VAV CTEHO3 A€TOYHOM apTepun).

» I'ayxora (mopaskeHune cAyxXxOBOTO HepBa BUPYCOM).

» Karapakra (moMyTHeHIe XpycTaAlKa) AN APyTrue AgedeKTsl r1a3, TaKie Kak
MUKpOQTaabMus (Maable pa3Mepbl IA1a3HbBIX S010K).

» IloMuMO Tpuaabl, BO3MOKHEI U ApyTHe ITOpa’keHus: MuKpoledaans,
reriaTocriaeHomMeraAus (ypeAydeHye IedeHy 1 ceAe3eHKN),
TPpOMOOLIITOIEHN .

» IIpodmaakTuka: CyH_IeCTB¥IeT BBICOKO®(](PeKTVBHAs U
OesonacHas BaknyHanvs. [[aannposaHue OepeMeHHOCTI U IpOBEepKa
MMMYHHOTO CTaTyca (Haam4ue 3amuTHeiX anturea IgG) y Bcex geBouek u
JKEHIIIVH AeTOPOAHOTO BO3pacTa — HTO 30A0TOM CTaHAAPT IPOPNAAKTUK
AAQHHO I1aTOAOIUN

C




IIPOIINCBIBAAY IIperapaT TaAMAOMMA KaK a0COAIOTHO Oe3onacHoe 1 3(PpPeKTUBHOEe CPeACTBO OT
TOIIHOTBI, O€CIIOKOVICTBA 1 O€CCOHHUIIEI.

» IlocaeacTBue: Pe3yabTaToM cTas0 posKAeHME ACCATKOB THICSAY ACTeN C TS KeACMIINMI,
HEeCOBMEeCTMMBIMI C HOPMaAbHOI JKM3HBIO ITIOpoKaMu passutysa. Hanboaee xapakrepHbIM 113
HIYIX Oblaa (pOKOMeanst — IpyDoe Heg0pa3BUTVIE KOHEUHOCTeN, TPV KOTOPOM KUCTU VAN

CTOIIBI OTXOAAT IIPSMO OT TY/AOBUINA, HAITOMMHAs AaCThl TIOAeHs. TakKe OTMedaAyCh IIOPOK
cepAlia, raas, yIern.

WTor n ypok: TaanagoMmaosast TpareAyist HOCAY>K11Aa MOLITHEMIIVIM CTUMYAOM AAS KQ
IIepecMOoTpa U Y>KeCTOYeHN ITPaBUA AOKAVMHINYECKNX U KAMHIYECKVX VICIIBITAHUI B
pa3BUTHIX cTpaHax. beiau BHeapeHs! cTporue protocols n o0s13aTeAbHbIE TECTHI 11O TIPOBEPKe
A€KapCTB Ha TePpaTOIeHHOCTDb U ®MOPUMOTOKCUYIHOCTD. "

ro



» Mexannsm nospexaennst: Paguanns Bei3biBaeT pa3pbisbl MoaeKya AHK 1 MaccoByio rmbean ObICTPO AeAAIINXCS

K/AeTOK, YTO OCOOEHHO KPUTUYHO A4 pa3BUBaIOIIerocs SMOpMOHa U 111044, BCe KAeTKY KOTOPOTIO HaXOASITCs B
COCTOSIHUM aKTUBHOTO AeA€HIsI.

» OcCHOBHBIE ITOCAEACTBUS AASI IIA0AA:

> MI/IKPOHE(])&AI/ISI — MaAable€ pa3MepPbl TOA0BHOTO MO3I'a I1 9Yepella, 9TO IIPaKTUYECKN BCeTrda IIPUBOANT K TSIKeA0OU YMCTBEH
OTCTaA0OCTMN.

> 3aaep>KKa yMCTBEHHOTO M (PM3MIECKOrO pa3BUTHAI.

> HOPOKI/I pa3sBUTHSI CKeaeTa, Iaa3, I10A0BbIX OPTaHOB.

» TloBbllieHNe pucka pa3BUTHU OHKOAOTMYECKUX 3a004eBaHNIl, OCOOEHHO AeMIKO30B, B OyAyIleM.

» HamOoaee nm3yuenHbii mpuMep: Ilocaeactsust aToMHbIX O0MOapaAnpoBoK XupocuMsl 1 Haracdkuy, rae Obian

CTaTUCTUYECK 4OCTOBEPHO 3apVKCHPOBaHbI Bce IepeurcAeHHble 9(PPeKThI."
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» 2. Baxxnocrts aunpPpepennmanym. YeTkoe pasrpaHmdeHne Tmia aHoMaany — 9TO He
aKazeMI4ecKoe yIIpa>kHeHVe, a OCHOBa A4 IIPaBUABHOTO IIPOTHO3a, a4€KBaTHOIO A€YeHN I,
4TO caMoe raasHoe, 9¢pPeKTUBHOM NPOPNAAKTUKIN.

» 3. IIpesenTuBHBI NOTeHMaa. HacaeacrsBeHHO-CpeaoBbIe aHOMaaAN — Hamodoaee
pacIpocTpaHeHHas IrpymnIia B COBpeMeHHOM Mupe. V 9To — Xopolast HOBOCTb, IIOTOMY UT
OHa gaeT HaM OTPOMHOe I104€ AAs BMelllaTeAbCTBa Yepe3 3MeHeHe yIIpaBAsieMbIX (PaKTop
oOpasa >KU3HI.

> 4. IIpeaorBpaTMOCTb. 3HaUVITEeAbHAsI YaCTh 9K30T€HHbIX AHOMAaAVIN SABASIETCSI
peaoTBpaTNMOI. VIHpopMupoBaHe O Bpeje TepaTOreHOB (aAKOroAb, KypeHue,
— 9TO He IIPOCTO peKOMeHAallNsl, a IpsAMast 00s13aHHOCTh MeAVIIMTHCKOIO CO00
oO111ecTna B 11e10M."



HaIlpaBAeHMII — TaKMX KaK HeMHBa3MBHas U MHBa3UBHasI IIpeHaTaabHas
AVIaTHOCTVIKA, TeHHAasl Tepariysi, IlepCOHaAu3pOBaHHasI MeAVIIVIHA, TAe
AedeHye 1 IpoduaaKTIKa I10A0MParOTCs Ha OCHOBe MHAUBIAYaAbHOIO
TeHeTIYeCcKOTO I1acriopTa 1 (pakToOpOB pucKa.

A ast KaHym4decKoy npakTuky: OHO O3BOAsIeT Bpady IIepelTy OT pOAN
IIaCCYBHOIO AVIaTHOCTa K POAY aKTMBHOTO IIPeBeHTMBHOIO KOHCYAbT
3asada COBpeMEHHOIO Bpadya — He TOAbKO A€4NUTb, HO U OLIeHUBATD P
IIpeAyIpexKAaTh HalieHTa 1 4aBaTh PeKOMEeHAALMI 110 MX CHIKE

Aast 00I1ecCTBEHHOIO 340POBbsI: DTO OCHOBA A5
TPaMOTHBIX TOCYAapPCTBEHHBIX M MH(POPMaLVIOHHBIX KaM .
IIponarasaa 340poBOro oopasa >KM3HM, BaXKHOCTU BaKUMBALY (HaIlpuMep,
OT KpacHyX!), MH(POPMIPOBaHIEe O Bpeje aAKOroas U Tadaka IIpu
OepeMeHHOCTM — BCe BTO CTPOUTCS Ha IIOHMMaHUY QII1ICAaHHBIX HAMU
MEeXaHI3MOB."



HACHU00 34 BHUMAHUC.

Va
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